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NepeamoBa

Croroani B YkpaiHi ckianacs BeJIbMH TPUBOXHA AeMorpadiuHa cuTyaris.
Crocrepiraerbcsi mporpecyroda Jerpajaliis 370poB’ sl HaCeJIeHHs, 0COOIUBO JTUTS-
yoro. llle 50 pokiB TomMy 3aKiHYyBajo WIKOJNYy MoHad 90% MNpakTHUYHO 3A0POBUX
JITEW, a HUHI 1€}l MoKa3HUK ynaB Hux4e 5%. Y cepenarHi MUHYJIOrO CTONITTS Ha-
MITUBCSI BIJI'€MHUI TPHUPICT HACENEHHs, KU ChOTOAHI mpoHmoB pyoix 1% 3a
pik. TpUBaNICTh KUTTA yKpaiHL 3MEHIIYETHCS 1 csira€ HUHI 65 pPoKiB, Xoya 1Ie 2
JECATUIITTS TOMY BOHA cTaHOBWIA MoHa7 70 pokiB. Y OLIBIIOCTI K PO3BHHEHUX
KpaiH el MOKa3HUK TPUMAEThCS Ha PiBHI 85 pokiB. Bucokumu temnamu 3pocrae
CMEPTHICTbh, IEPEBAKHO 3aBJSKH 30UTBIIEHHIO 3aXBOPIOBAHOCTI. 3riHO 3 IPOrHO-
3amu FOHECKO «kinbkicTh HaceneHHs B Ykpaini y 2050 porti 3uusutbes 10 31-35
MJTH., BHACJIIJIOK YOTO Hallla JepaBa oJiepkaia CTaTyC BUMHUPAIOYOI.

3Bajkalouu Ha TaKy IOCHTh KPUTHUYHY YKPaiHCBKY JeMOorpadiuHy CUTYyallilo,
HEOOX1THO MPUIIATH 11 nepiioueproBy ysary. Lle, kpim aep>KaBHOTO piBHS, 3Ha-
YHOIO MIPOIO CTOCYETHCS 1 CpepH MearoriuHoi ocBiTU. Axke came ¢daxiBill OCBITH
JIOTJISJIaf0Th, BUXOBYIOTH 1 HABYAIOTH JIITCH, MOYMHAIOUN 3 AUTAYUX camoukiB. [le-
JaroraM HeOOXiJHO 3HATH SAKHAWOUIbIIE PO PeaibHUN CTaH CHpaB CTOCOBHO 3]10-
pPOB’sl IITEH Ta AOPOCIUX IPOMAJsH YKpaiHu, 00 MaKCUMaJIbHO CHPUATH NOKpa-
IICHHIO CUTYaIlii.

VY nenaroriyHiii OCBITI IPOBIAHE MICLE, MOPSI 3 METOAMKOIO HABYAIBHOIO
IPOLECY Ta IICUXOJIOTI€I0 OBUHHA 3aiiMaTH F'€HETHUKA JIIOAUHU. AJIKe aOCOIIOTHO
BC1 O3HAKU Ta BJIACTUBOCTI OYJIOBM Tija, mepediry ¢i310J0riYHUX MPOIECIB Y HHO-
My, TOBEJIHKU JIIOJMHM, 11 3aTHOCTI JO HaBYAHHS, /10 3J1MCHEHHS Ti€l YW IHILOI
npodeciitHol TiSTILHOCTI MAalOTh CIAKOBY NpUpoAy. [IpakTHYHO BCi 3aXBOPIOBAH-
HSl BU3HAUYAIOThCS a00 MyTalisIMU OKPEMHUX I'€HIB, 200 TaKOK KOMOIHALI€l0 I'EHIB,
AKa CIPUYMHIOE CXUJIBHICTH 10 XBopoOu. CydacHa TeHeTHKa JIIOJUHU po3poluia
OCHOBHI IIPUHIIUIHK MPODIIAKTUKH Ta JIKYBaHHS CHaJKOBHUX MATOJIOTIHA. 3p00JIeHO

neplili KPOKU B FEHHIN Tepanii TaKUX TSHKKUX CHaJKOBUX 3aXBOPIOBAHb K MYKOBI-



cuuno3. OnHaK yce Le He ICHY€ MiIPyYHHUKA 3 T€HETUKH JIOJUHU YKPaiHCHKOIO
MOBOI0. M 311HCHIIN cIpOOy BUIIPABUTH 1IeH HEOITIK.

[TpornoHoBaHM HaBYaNbHUI MOCIOHWMK MPU3HAYEHUN AJIA CTYAEHTIB Iena-
TOTIYHHMX YHIBEPCHUTETIB, SIKI TOTYIOTHCSI CTaTH BUXOBATCISIMH JUTSYUX CAJOYKIB,
BUMTEJISIMHM TIOYATKOBUX KJIACIB, BUUTEISIMH O10JI0T11 CepeHbOI KO, AeheKTO-
JIOTaMU, JIOTOTIeIaMH, TICHXOJIOTaMH, COIIAIbHUMHY TIeIaroraMu. ¥ HbOMY B JTOCTa-
THBOMY 00CS31 MPEACTABICHO HABUYAIBHUN MaTepiall, SIKUi 3aJI0BOJIBHUTH YCI Ii
CHeniaibHOCTI.

HapuanbHuii moCiOHMK MOYMHAETHCS ICTOPUYHUM OTJISIIOM PO3BUTKY T'€HE-
TUKH JIFOJIUHU.

VY npyromy po3aini «OCHOBU 3arajibHO1 T€HETUKWY CTYJICHTY HaraayroThCs
OCHOBHI 3aKOHU Ta 3aKOHOMIPHOCTI T€HETUKH, 3 AKUMHU BIH TTO3HAHOMUBCS Yy IIKi-
JBHOMY KypCl 3arajibHOi 01osorii. 3aBepuiyeThes e po3ain Temoro «Ilpukinaana
TCHETHKaY», JIe PO3TIIAAI0THCS CydacHI MTPaKTUYHI JOCSITHEHHS T€HETHUKH.

Tpertiit po3nia 3HAMOMUTH CTYJEHTA 3 Cy4YaCHUMHU METOJaMU BUBUCHHS Te-
HeTUKH JTIoauHA. OCOOIMBO JAETATBHO PO3TIIAIAETHCS TEHEATOTIYHII METOI, SKUM
IIPY HArO/I1 3MOXKYTh KOPUCTYBATHUCS CTYJICHTU Y MallOyTHbOMY, yKe sIK (DaxiBIIi.

VY uyerBepTomy po3niii «Kiacuuna reHeTuka JIOAUHIY MPEICTaBIEHO OCHO-
BHI 3aKOHOMIPHOCTI YCHaJKyBaHHSI MOPQOJIOTIYHUX Ta (Pi310JIOTIYHUX O3HAK JIIO-
JIMHU, a TAKOK MEXaH13M Fr€HeTUYHOTO BU3HAUCHHS CTaTI.

[Tstuit po3ain «CrnagkoBl XBOpOOH JIOAMHWY € HAHOUIBIIUM 1 OCHOBHUM.
Tyt po3risimaeTbes 3HAYCHHS TEHOTHUITY Ta YMOB OTOYYHOYOTO CEPEIOBUINA IS
naToreHesy, Kiacudikailisi CagKOBUX 3aXBOPIOBaHb, 3arajibHi BIACTHBOCTI CHajl-
KOBHX IATOJIOT1H, T'€HETHKA, KJIIHIKA Ta NPOQPUIAKTUKA HAUMOIIMPEHIIINX CIaIKO-
BUX 3aXBOPIOBaHb, & TAKOK OCHOBU (DApMaKOTEHETHKH.

OxpeMuM, MIOCTUM PO3IIJIOM TOJAHO CIAJKOBI MOPYUIEHHS PO3BUTKY Ta
noBeIIHKU. BiH MicTuTh Taki Temu sk «IIpuunHu Ta 3araabHi MEXaHi3MU BPOJIKE-
HUX BaJl pO3BUTKY», «Po3yMoBa BiACTANICThY, «3aTPUMKA MICUXIYHOTO PO3BUTKYY,
«dutsaunit aytuzm», «Ctiiiki Bagu cinyxy», «CTiiKl Baau 30py», «AHoMai oBe-

TIIHKNY.



CpoMmuii po3aun «l'eHeTHKa OCOOMCTOCTI» PO3IJIAJA€E CyYaCHUW CTaH BU-
BUCHHSI 3aKOHOMIPHOCTEW YCMaJKyBaHHS TaKMX HAWTOJIOBHIIIMX XapaKTEPUCTHK
0COOHMCTOCTI SIK TEMIIEPAMEHT Ta 1HTEJIEKT.

3aBepIIyeThCcsl HaBYAIbHUNA MOCIOHUK 3MICTOBHUM TEPMIHOJOTIYHHM CIIOB-
HUKOM, PO3JUIOM KOPOTKHX BigoMocTei mpo saypeariB HobGemiBcbkoi Ipemii y
rajy3i TeHETHKHU Ta MEPEJiKOM PEKOMEH/I0BAaHOI HABYAJIbHOI JIITEPaTypH 3 T€HETH-
KU JIFOJAWHM, KU MicTUTh ToHan 40 mxepen. TepMiHOJIOTTYHHIA CIIOBHUK HApaxo-
By€ noHaJ 300 MOHATh, cepel AKUX MPEACTaBICHA KOPOTKA XapaKTEPUCTHUKA CIal-
KOBHUX 3aXBOPIOBaHb JIIOAWHU, Kl B TEKCTI HABUYAJILHOIO MOCIOHUKA JIUIIE 3rajy-
I0ThCS. Y TEpeIiKy HaBYAJIBHOI JIITEpaTypu 10 JKEpen, skl HasBHI B Mepexi [H-
TEPHETY, JOJIaI0ThCS CICKTPOHHI aIPECH.

BucnoBnioeMo  BASYHICT, CTYyA€HTaM TMEPUIUX KYpCIB  TICHUXOJIOTO-
negaroriyHoro GaxkynbTeTy [1oaTaBChKOro HaIlIOHATBHOTO IMEIaroriYHOr0 YHIBEp-
curery iM. B.I'. Koponenka 2006-2007, 2007-2008, 2008-2009 ta 2009-2010 nHa-
BUAIBHUX POKIB, Ha SKUX 3A1MCHIOBAJIacA ampoOarlis 3MICTy I[bOTO HABYAJIBHOTO
NMOCIOHMKA Ta 3aBMSIKA MOOAKAHHAM SIKUX OpraHizailis Ta CTUJIb BUKJIAy HaBYaJlb-

HOTO MaTepially B HbOMY CTaB OLIbII JIOCKOHAINM.

ABTOpH



1. FTEHETUKA NIOOUHN TA 1T ICTOPUYHUU PO3BUTOK

["asty3p GioJ10Ti1, sIka BUBYAE SIBHINA CITAJKOBOCTI Ta MIHJIHUBOCTI JXHBUX OpP-
raHi3MiB, Ha3UWBA€ThCSl TeHETHUKOI. Ha3Ba 11i€l HaAyKW MOXOIUTH BiJ TPEIBKOrO
CJIOBa genos, 110 03HAYAE PiJ] UM MOXOKEHHs. [ eHeTHKa MOAUIIE€ThCS Ha 3aralIbHY
Ta CleliajibHy, a00 MPUKIAIHY YaCTHHH. 3arajbHa T€HETHKAa BUBYA€ 3aKOHU, 3a-
KOHOMIPHOCTI Ta MEXaH13MHU CHAJKOBOCTI Ta MIHJIMBOCTI, CIUJIbHI JIJI1 YCIX KHUBUX
opraHi3miB. BUBYEHHSIM CIIaJIKOBOCTI Ta MIHJIUBOCTI OKPEMUX TPYT KUBUX OPTaHi-
3MiB — BIpYCiB, OakTepiil, rpubiB, POCIWH, TBAPUH Ta JIOJIUHU 3aWMA€EThCS MPHU-
KJIajHa, ado creriajgbHa TeHeTHKA. | eHeTUKy JIFOAMHU Ha3WBaIOTh TAKOX aHTPO-
MOT€HETUKOIO.

VY pPO3BUTKY 3arajbHOi T'€HETHKM BAXKJIUBY pPOJb BIIICPAIM PI3HOMAaHITHI
eKCIIEpUMEHTaJIbHI 00’ €KTHU: cepell OaKTepiil — KUIITKOBA Majanydka, cepes rpudiB —
Helpocnopa, cepesi poCliMH — ropoxX Ta KyKypy/i3a, cepell TBapuH — Jipo3odina Ta
MUIIIA.

VY 80-ux pokax MUHYJIOTO CTOJITTSI OJTHUM 13 TOJIOBHUX 00’ €KTIB T€HETHY-
HUX OOCIKEHD CTajia JII0ANHA.

BuBYeHHS T€HETHKH JIIOJIMHU TIOB’sI3aHE 3 IEBHUMU TPYIHOIIAMH Yepe3 He-
MOXJIMBICTh JIOBUIBHOTO CXpEIlyBaHHsI, MM3HE HACTAHHS CTATEBOI 3PILIOCTI, Maily
KUIBKICTh HAIIAJKIB Y KOKHIN CIM’1 Ta HEMOKJIMBICTh YPIBHITH YMOBHU 1CHYBaHHS
Hamaakis. He3pakaroun Ha 1€, T€HETHUKA JIIOAUHU 32 OCTaHHI JIECATUIIITTS JOCIIIa
3HayHUX ycmixiB. Jlocuth 100pe BUBUEHI 3aKOHOMIPHOCTI yCHaAKyBaHHS p13HOMA-
HITHUX O3HaK, y TOMY YHCJI1 NaTOJIOT1YHHX.

[IpaBna, reHeTHYHUHN aHAIII3 MICUXIYHOI cepr Ta TBOPUOI MISUITBHOCTI JIHOIU-
HU 3aJUIIAETHCA BCE 1€ HE3AIMCHEHUM uepe3 iX HaJ3BUYaliHy CKJIAJHICTh, XOua
BOHH, 11032 CYMHIBOM, CITaJIKOBO OOYMOBJICHI.

Sk 1 B 3araipHIl T€HETHII, TOsIBa Ta PO3BUTOK SKOI MOB’s3aH1 3 BUBUCHHSIM
yCHaJKyBaHHS MYTAIlliiHUX 3MIH y MOMYJIALISX TOPOXY, Ap0o30(ian, MUIII Ta 1H-
IMX eKCIEPUMEHTAIIbHUX 00’ €KTIB, OCHOBHI JIOCSTHEHHS B TCHETHIIl JIFOJUHH 3Y-
MOBJIEH1 JOCIIKEHHSAM MPUPOJIUA Ta OCOOJMBOCTSIMH yCHAJAKyBaHHS MYTallIMHHX
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3MiH Yy JIOIUHU. BUSBUIOCS, 1ITO CIIOHTAHHA CITaIKOBA MIHJIMBICTh JIFOAUHU JOCUTH
BHUCOKA — MPOTATOM XUTTA npubnu3no y 70% nroneii peanizytoThesl IEBHI CHAAKO-
Bi XBOpoOu. TakuM 4yuHOM, y OUIBIIOCTI JHOJAEH MPOTITOM iX KUTTS MPOSBIAETHCA
xouya 0 O/IHE Cepii03HE TeHETUYHO OOYMOBJICHE BIIXHIICHHS BiJ] HOPMH, SIKE 3HH-
KY€ TPUBAIICTh JKUTTS JIIOAUHU ab0 3aBa)ka€ HOPMAJIbHIN JKUTTENISUIBHOCTI Ta
pare3aTHOCTI JIOJCHKOr0 OpraHi3My. BHACTIOK MhOTo HAWOIBIT BaXKITMBUMU
HAMPsIMKaMH JIOCITI/KeHb Y TCHETHII1 JIFOJAWHYU € BUBYCHHS MOJICKYJISIPHOI PUPOIU
TaKMX TCHCTHYHUX BITXWIICHb, aHATI3 3aKOHOMIPHOCTEH 1X yCHaJKyBaHHS, BU3HA-
YEHHS iX PO3MOBCIOJKEHOCT] Y PI3HUX HNOMYJISALISAX JOJUHU, BUBUEHHS pOJl MyTa-
reHHUX (PaKTOPIB HABKOJIMUIITHLOTO CEPEJOBHINA Yy 3MIHI PIBHS CIIOHTAHHOTO MyTa-
TeHe3y y JIOIUHHU.

CyvacHuil eTan pO3BUTKY T€HETHKH JIIOJIMHU B1I3HAYAETHCS CTPIMKUM 3pOC-
TOM HAIlIMX 3HAaHb MPO MOJEKYJSPHY OYy/IOBY T€HETUYHOTO MaTepially Ta Mpo Me-
XaHI3MH MyTareHe3y. SICKpaBUM CBIIUEHHSM TaKUX yCHIX1B MOKe OyTH peani3anis
MDKHApOIHOT Tiporpamu «I enom mroauHu». Ha choroaHi Bxke BUSBICHO OJIM3bKO 9
THC. CIMAJKOBUX XBOPOO, NIt 3 THUC. 13 SKMX BH3HAUCHA JIOKAJi3allisi MYTaHTHUX
TeHIB Ta MOJIEKYJISpHA CTPYKTypa iX MPOMYKTIB, IO /1€ MOXJIHMBICTH pO3pOOUTH
HOBI METOJIUKHU JIarHOCTUKH CIAaJKOBUX 3aXBOPIOBaHb, iX MPO(MUIAKTUKH Ta JIKY-
BaHHSI.

Uepes 3pocTtanHs 3a0pyIHEHHS] HABKOJUIITHHOTO CEPEIOBUINA, CIIPUYHMHEHE
YopHOOMILCHKOIO aBapi€r0, BUOyXaMu Ha SIACPHUX MOJIITOHAX Ta BUPOOHUYOIO M-
SUTBHICTIO TIANPUEMCTB SACPHOTO MATMBHOTO IHUKITY, BAKIUBOTO 3HAUYCHHS HAOy-
Ba€ po3poOKa METOIB OIIHKM T'€HETUYHUX HACIIJKIB TaKOro 3a0pyJaHEHHS s
HACTYITHUX MTOKOJI1Hb.

JlocsiTHEHHS y BHUBYECHHI 3aKOHOMIPHOCTEH CHAIKOBOCTI JIOJUHH TICHO
OB’ s13aH1 3 PO3BUTKOM YCIX PO3/I1J1iB IT€HETHUKHU.

OxpeMi CBIAYEHHS MPO CHAJKOBI O3HAKU Y JIIOJWHU 3’ SIBUIMCS 3aJI0BrO J10
Binkputta ['. Mennens. Ille nmikapi ta dinocodu antmunoi ['pemii (V-IV cr. go
H.C.) HE JIMIIE MUCAITU PO CTIIOCTEPES)KYBaHI HUMH SBHINA YCITAJKyBaHHS OKPEMHX

HOPMAaJIbHUX Ta MATOJOTTYHUX O3HAK JIFOJAUHU (KOJIP Oueid, KOCOOKICTbh, OOJMCIHHSA
11



TOILO), @ 1 HAMarajaucs NOSICHUTH MEXaHI3M IIMX MPOLECIB 1 HABITh NPONOHYBAIN
3aX0JId MIOA0 MOKpAIIeHHs JoJIcbkoro poay. Tak I'immokpar (460-370 mo H.e.) i
Amnaxkcarop (500—428 o H.e.) BBaXaju, 110 HOCIM iHpopmMmartlii, cim’s1, popMyeThes
BCIMa YaCTHHAMMU TiJa, SIK 3/IOPOBUMH, TaK 1 XBOPUMHU.

[Tepiny 3aBepiieHy, Xxoua 1 TOMUJIKOBY TEOPIKO CMaJAKOBOCTI pO3poOUB Apu-
crorenb (384-322 1o H.€.), IKAW BUCJIOBUB AYMKY PO SIKICHO PI3HHI BHECOK YO-
JIOBIYOTO Ta KIHOYOTO Hayan B MaOyTHIO nuTuHy. BiH OyB nmepexkoHaHUH, 0 40-
JIOBIYMI OpraHi3M JuIIe 3allyCcKae Mpolec, TOAl K KIHOYMI Hajae Marepian ais
pO3BUTKY nuTuHU. Kom 40si0Biue HAYaI0 CUITBHIIIE, HAPOKYETHCS CUH, SIKAMN, 70
TOTO K, OlIbIIIE CXOXKMM Ha OaThKa, 1 HaBMmaku. OCh YOMY CHHH 3BHYAHO CXOXKI1 Ha
CBOiX 0aThKIB, a JIOYKU — HA MATEPIB.

[Tnaton (427-347 no H.e.) y cBoiii npaii «IlomiTuka» nogae aetanbHi peKo-
MEH/JIalIlil PO Te, SIK BapTO MiA0UpaTH MOJPYKHI MapH, 100 HApOIHKYBAIKCS IITH,
BUJATHI K Y (Pi3MYHOMY, TaK 1 B pO3yMOBOMY Ta AYXOBHOMY 3HadeHHi. BiH Haro-
JSiTaB HA TOMY, OO HAIAJKU KpaIIUX OaThbKiB BUXOBYBAIUCS 3 OCOOJIMBOIO pETE-
JbHICTIO. JIiTel 5Ke 3 HIXKUMX MPOoIIapKiB CyCHIbCTBA BAPTO 3AIUILUTH O€3 yBaru.

VY mpansgx aHTHYHHUX YYEHUX MOpYIIyBajlacsd TaKOoX MpoOjeMa yCaaKkoBa-
HUX Ta HaOyTux o3Hak. Tak Ha nymMKy Jlemokpura (460-370 no H.e.), 3110HOCTI Oi-
JBIIOCTI JH0JeH (POPMYIOThCS MEpPEeBaKHO BHACIIOK BIPaB, a HE MPUPOIHOI CXU-
JLHOCTI.

JIume wepe3 20 cTOMITH MOTOMY YBary HayKH 3HOBY IMOYHHAIOTH MPUBEpPTa-
TH SIBUINA CMAJKOBOCTI Ta MIHJIMBOCTI y JIOJUHHU. Y pOOOTI ICHAHCHKOTO JIKaps
JI. Mepxkano (1525-1505) «CnankoBi 3axBoproBanHs» (1605) BruimB ApucTtoTess
X0ua 1 mepeBaxae, MpoTe B Hill aBTOp CTBEPJIXKYE, 1[0 HE TUILKU OaThKO, a i MaTH
BU3HAYAIOTh O3HAKH MalOyTHHOT AUTHHH.

[Tepmumii HayKOBUI OMKC 3aKOHOMIPHOCTEH YCIaKyBaHHS OKPEMHX O3HAK Y
JroAuHA (MOMiAaKTHIsE Ta anb0iHi3M) OyB 3aiiicnenuit y XVIII ct. ¢ppaniry3skum
Hatypaiictom I1. Moneptioi (1689-1759). Yuenuii nidmoB BUCHOBKY, IO IIi TIO-

PYILLIEHHS MOXYTh B PIBHIM MIpi IiepeiaBaTucs sk 0aTbKOM, Tak 1 MaTip'to.
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Ha nouarky XIX cT. KiJIbKa aBTOPIB HE3AJIEKHO OJUH BIJ OJHOIO ONHUCAIIN
ycrnaakyBaHHs reMo(urii Ha MiJIcTaBl BUBYEHHS POJOBOJIB CIMEH, B SIKUX 3yCTpi-
yanucst ocoOu, XxBopi Ha reModuito. Hanpuknaza, HiMelbKkuid mpodecop MeAuIu-
Hu K.®. Hacce (1778-1851) Bu3HauMB HaWBaXKIuBIlIl (GopMaabHI 0COOIMBOCTI
yCHaJKyBaHHS [[OTO 3aXBOPIOBAHHS.

Kawnry anrmificekoro mikaps Jlx. Anamca (1756—1818)
«Tpakrar ipo nependavdyBaHi CragKoBI BIACTUBOCTI XBOPOO
Ha OCHOBI KJIIHIYHMX crnoctepexenby (1814 p.), Bimomy Ta-
KOX TMiJ Ha3BOKO «PUIOCOPCHKUI TpakTaT MpO CHAIKOBI
BJIACTUBOCTI JIFOJICBKOT pacu», LIJIKOM CIPaBEJIMBO MOKHA

BBaXaTH IICPpIHIMM HAYKOBHUM I[OBi):[HI/IKOM A1 TCHECTHYHOI'O

KOHCYJIbTYBaHHS. Y HIii 3a3HAYA€ThCA, 10 MUTFOOM MIX PO-
AR Aanie JUYaMH T1IBUILYIOTh YACTOTY CIMEMHUX (PELECUBHUX 3a CY-
YaCHUMHU TMOHSATTSMH) XBOPOO, IO CMAAKOBI (JOMIHAHTHI) XBOpOOH HE 3aBXKIIU BU-
SBIITFOTHCSL BiJJpa3y MICJS HAPOJKEHHS, ajié MOXKYTh PO3BHBATHUCS B OYyIb-SIKOMY
BiIll, 1110 HE BC1 BPOJXKEHI XBOPOOU € CIaJKOBUMHU, OO YaCTUHA 3 HUX MOB'S3aHa 3
BHYTPIIIHHOYTPOOHUM YIIKOJKEHHSM TIJIOTY.

Han npoGiemaMu criagkoBUX XBOPOO 1 CIIAIKOBOI MIPH-
poAM  JIIOAMHU  MpallOBaB  pPOCIMCHKHM  T1HEKOJIOT
B.M. ®nopuncekuii (1834-1899), y mpami sikoro «Ymocko-

HaJICHHS 1 BUPOJ/KEHHS JtOJAChKOro poay» (1866 p.) BipHO

BHCBITJICHI OKpEMI IMUTAHHS F'€HETUKH JIFOJUHH, a caMe: 3Ha-

YCHHA CCPCAOBHILA OJIA Q)OPMYBaHHﬂ CIIaAKOBHUX O3HAK, HC-

B M ®nopirackkInit

0€3MEeYHICTh CIOPIAHEHUX NUII00IB, CIIaJIKOBHI XapakTep 4Yu-

CIICHHUX TMAaToJorid (TJIyXOHIMOTH, aibOiHI3MY, 3as4oi TyOH, Baj PO3BUTKY
IEHTPaJIbHOT HEPBOBOI CUCTEMHU ).

Omnak y pobotax Outkmiocti gociigHuKiB XIX CTOMITTS mMpaBWIbHI Ta TO-

MUJIKOBI YSIBJICHHsI OyJiM mepeMiiiani, 00 KpUTepliB JJiT BCTAHOBJICHHS HAyKOBOi

JIOCTOBIPHOCTI III€ HE iCHyBaJio. ['eHeTHKa JIIOAMHU HE Majla OCHOBHHUX TE€OPETHY-
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HUX 3acaj Ta ITUTITHUX HAyKOBUX TirmoTe3. SIKk Hayka BoHA modvana (OpMyBaTHCS Y
npyrii mojgoBuHI XIX, Konu 3'IBUIUCS MEHACI3M Ta 010MeTpisl.

3akoHu, chopMyJIbOBaHI YechbKuM AochigHukoM I'. Mennenem (1822—1884)
y 1865 p. Ha OCHOBI HOTO €KCIIEPUMEHTIB 3 POCIMHAMH, BU-
SIBUJIUCS HAJ3BUYANHO IUIIIHUMHU 1 MOTYTHIMHU B aHAJTITUYHO-
My tiadi. [lonsrra rena, mo chopmyBanocs B pe3yibTari
X CKCIICPUMEHTIB, CTAJI0 IIEHTPAIHHOI KOHIICTIIIEI0 BCI€T
TE€HETUKHU, BKJIIOYAIOYM 1 TeHEeTHKYy JroauHu. Ochk 1l nepiri

3aKOHM TE€HETHUKH: 3aKOH OJIHOMAHITHOCTI TOpU/iB MEPIIOrO

MOKOJIIHHS, 3aKOH PO3IICIICHHsI T10pU/IIB IPYTroro MOKOIIHHS

I". Meumems

Ta 3aKOH HE3aJIKHOT'0 YCIaJKyBaHHS PI3HUX Iap O3HAK V Ti-
OpuUIiB IPYroro MOKOJIIHHS.

VYemix I'. Mennens OyB moB'sizaHuii 3 po3pOOKOI0 MPUHIIUIIOBO HOBOTO Me-
TOJMYHOTO TIIXO0Y, SKUH Bi3HAUYABCS TAKUMHU OCOOJIUBOCTSIMHU:

— NJIsi CXpellyBaHHSI BUKOPUCTOBYIOTHCSI OCOOMHU 3 KOHTPACTHUMH O3HaKa-
MU

— 3IIACHIOETHCS TOYHHUHM KUIBKICHUH OOJIK IIUX O3HAaK, IO J03BOJIIE€ 3HANTH
CTaTUCTUYHI 3aKOHOMIPHOCTI YCITaIKyBaHHSI.

Baromwuii BHECOK y PO3BUTOK T€HETHKH JIIOJWHU BHIC
anrmilicekuii Giomor @. Tampron (1822-1911). Ananisyroun
CIAJIKOBICTh PsIAY CiMEM, YUYEHUN AIMIIIOB BUCHOBKY, 110 MCH-
X19H1 0COOJIMBOCTI JIOMWHNA OOYMOBJICHI HE JIMIIIE yMOBaMHU
cepeqoBuINa, ajie i cnagkoBuMu YuHHUKamMu (1865 p.). Kpim

TOTO, BIH 3alpOINOHYBaB 1 3aCTOCYBaB OJM3HIOKOBHM METO[

R —— JUIS BABUCHHSI CITIBBITHOCHOI POJII CepEeOBHIIA Ta CIIaIKOBO-
CTi B pO3BUTKY 03HaK. HuM ke po3po0IeHO HU3KY CTATUCTH-
YHUX METOIB, CEPeN SAKUX 1 BIIOMUIA METOJ OOYHCIICHHS KOe]iIlieHTa KOPEeIIAIIii.
[{i poGoTH 3aKkianu OCHOBY JUIsl MAOYTHROTO PO3BUTKY T'€HETUKH JIOUHU. Kpim
1poro @. TanbTOH CTAaB POJOHAYATLHUKOM €BIEHIKM — HAYKH PO CHAIKOBE 3710-

POB'Sl TIOAMHM Ta HUIAXH HOro moJiniieHHs. Bin BBaxas, 1110, B TIeplly 4epry, He-
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00X1IHO HEe MO030aBJATHCS BiJ MATOJOTIYHUX TEHIB, a 30UIbIIYBaTH KUIBKICTb
"cpusTIMBUX" TEHIB y JIOJCHKUX MOMYJIALISIX HUIIXOM CTBOPEHHS YMOB JJis Tie-
PEBAKHOTO PO3ZMHOKEHHSI 00/1apOBAHUX JIFOJICH.

Amepukanchkuii antponosior Y. ®apabi (1865-1925), BuByatouu po10BOAH
B JICKUJIBKOX TOKOMIHHAX, Y 1903 p. Brepiie BCTaHOBHB, 110 OpaxigakTuiis (Kopo-
TKOTIAJIICTh) Y JIFOAMHU YCIIAIKOBYETHCS 32 ayTOCOMHO-JIOMIHAHTHUM THIIOM, YAM
MITBEP/IUB CIPABEIMBICTh MEHICICBUX 3aKOHIB 1 IS JIFOIMHHU.

HaifakTyanbHIIIUM CHOTOJIHI B TEHETHII JIFOJAUHU € PO3-
I PO CHAJKOBI XBOPOOM OOMIHY pE4YOBHH, SIKMi OyB 3aro-
YATKOBAHMU BiOMUM aHIIiNCEKMM JikapeM A. Tappojom
(1857-1936). (Ha doto — #ioro 6ateko!). ¥V cBoilt mpari «llo-

HIMPEHICTh AIKANTOHYPIi: BUBYCHHS XIMIYHUX OCOOIMBOCTEM»

(1908 p.) BUeHUIi MEPIIUM BIJ3HAYMB 3B’ SI30K MK F'€HAMH Ta

A. Tappon

depMeHTaMu 1 BUSBUB CHAJAKOBI MOPYIIEHHS OOMIHY PEYOBHH
y moauHn. AMepukanchkuid reHetuk k. bimn, skuit y 1958 p. po3ninus i3 ame-
pukanuem >xe E. Teiittemom HoOeniBcbky mpemito 3 (i3ioiorii Ta MEIUUMHU 3a
cBOi poOOTH B Tairy3i 010XIMIYHOI T'€HETHKH, CKa3aB, III0 OCHOBA MOTr0 TiNOTE3U
«OIMH TeH — oauH (GepMeHT» Oyla HacIpasii 3akiajgeHa mpausmu A. Tappona,
KU 1 chopmyroBaB ii Maixke TUMHU K CIIOBaMH.

Y mpomy xk, 1908 p. anrmiiicekuii marematuk I'. Xapmai (1877-1947) ta Hi-
Menbkuii Jikap B. Beitnoepr (1862—1937), Hezajie:)xHO OAWH BiJl OJHOTO, 3aKJIalln
OCHOBU TMOMYJISIIIHOI TeHETHKH, CHOPMYIIIOBABIIN 3aKOH PO3IMOALTY TEHIB Y IO-
nyJISIIli opra”i3MiB, KWW Ternep BIIOMUHN K 3akoH Xapni-BeinoOepra. I Tyt ctu-
MyJIOM OyJia TeHETHKA JIFOJJMHUA: Y OCHOBY 3aKOHY OyJI0 MOKJIAJEHO PO3IMOI1I MEH-
JISJIIOI0YMX O3HAK Y MOIMYJISLIT JIFOIUHU.

VY 1911 p. renetux T. Mopran (1866—-1945) ta nutosor E. Vinscon (1856—
1939) i3 CILIA BusBHIM, M0 yCHaAKyBaHHS reMo(disii Ta KOJIOPOBOi CIIMNOTH TIO
MAaTepUHCHKIA JIiHII O0OyMOBJICHE JIOKAIi3alli€l0 BIAMOBIIHMX TeHIB y X-

XpOMOCOMI.
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[poro »* poky HiMeUbKUH Ta Mojabchbkuil remaronoru E. lanrepn (1867—
1961) i JI. Tipmdenna (1884—1954) koHcTaryBany, 0 TPy KPOBi 3a CHCTEMOIO
ABO ycnankoBytoTbes. A 'y 1924 p. nimeupskuil gocnigauk @. bepumreitn (1878—
1956) BusBuB, mo ABO-cuctema rpym KpoBi KOHTPOIIOETHCA CEPIEI0 MHOKUHHHUX
ajyieJiel OJHOTO JIOKyca. 3aBASKH CYMICHUM 3YyCWUISAM aBCTPIACHKHUX O10JIOTiB
A. Binepa (1907-1977), II. JleBina (1900-1987) ta K. Jlannmreiinepa (1868—
1943) srogom Oyio 3HaiijneHo pe3yc-umHHUK (Rh) 1 mokasano, mo reMosiThyHa
YKOBTSIHULE HOBOHAPOHKEHUX BUHHMKAE BHACIIZOK IMYHHOI HECYMICHOCTI Martepi
ta rioxy. L1 Binkputta qo3onwin B 60-ux pp. MUHYJIOTO CTONITTS HAOYHO IPO-
JEMOHCTPYBAaTU MOKJIUBICTh TOIMEPEHKEHHS T'eMOJITUYHOI XBOPOOM HOBOHAPO-
JDKEHUX IUISIXOM BBeJeHHs aHTH-Rh-dakTopa martepsiM 3 rpynu pu3uKy pO3BUTKY
bOTO 3axBoproBaHHsA. Lli BIAKpUTTA 1€ pa3 MIATBEPAWIN, MO YCHAJAKyBaHHS
O3HaK y JIIOAUHM mijsisirae 3akonam ['. Mennens.

Kinenp 20-x — nmouyatok 30-X pp. 03HAMEHYBAJIWCA 3HAYHUMH YCIIIXaMU B
po3BUTKY reHetuku. Crana 3araibHOBU3HAHOIO XPOMOCOMHA TE€OPisl CHaJIKOBOCTI.
[le y 1902 p. amepuxanenp Y. Cerron (1877-1916) ta nimenns T. bosepi (1862—
1915), mopiBHIOIOYH JaH] TIOPUIOJIOTIYHOTO aHAII3y M TMOBe-
JIHKHA XPOMOCOM TIPH MO KIITHH, JIAIUIA BUCHOBKY, IIIO
cnaakoBi ¢daktopu . Mennmens, TOOTO T€HH, JOKAI30BaHI B
xpomocomax. Ls rimore3a Oyna miaTBeppKeHa pe3ylbTaTaMu
aHaNi3y yCMaJKyBaHHs CTaTi y TBapWH, SIKAW TMOKa3aB, IIO

CTaTb HaIHaI[KiB BU3HAYAECTLCA CTATCBUMHU XPOMOCOMaMMU.

ExcriepuMeHTanbHO OOTpYyHTYBAJIM XPOMOCOMHY TEOPIIO CIia-
T. Mopran . . .
nkoocti 'y 1910 p. amepuxancbki BueHi  T.X. Mopran,
K. Bpimxec (1889-1938) ta A. CrepreBanT (1891-1970). 3rigHo 3 XpOMOCOMHOIO
TEOPI€I0 CHAJKOBICTh IMOB'S3aHa 3 T'€HaMM, PO3TAIIOBAaHUMHU B XpOMOCOMAax Kii-
TUHHUX SIAEP JA1HIHHO, YTBOPIOIOUHU I'PYIIH 3YEIUJICHHS.

VY meit ke mepioa 1HTEHCHBHO PO3BUBAETHCS TMOIYJIS-

1iifHa TeHeTHKa. Beaukuii BHECOK Y PO3BUTOK LILOTO PO3ALTY
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BHecnu pociiichki BueHi C.C. YerBepukoB (1880—1959) ta M.II. ly6unin (1907—
1998), anrmiimi Jx. b. Xonnein (1892—-1964) ta P. ®imep (1890-1962), amepu-
kanenp C. Pait (1889-1988), mBen I'. Jans6epr (1893-1956) Ta inmii.

VY 30-x pokax MHHYJOTO CTONITTS pociiicbkuii nikap 1 renetuk C.I'. Jlesit
(1894—1938) 3niiicHIo€E 11eHTU(IKAIIIO TIEPIIUX XPOMOCOM JIFOJIMHU, a TAKOXK BHU-
BYa€ 3aKOHOMIPHOCTI yCIaJIKyBaHHs psALy XBopoO (miaber, aneprisi, BUpa3ka IuTy-
HKY, TIIIEPTEH31s TOIIO)

3yclwiUIAMH YuyeHHX OyJia MiATBEpIKeHa T'eTePOreHHICTh CHAaJKOBHX IaTO-
JIOTiH, KOMU OJUH 1 TOH ke (PEeHOTHN XBOPOOM OOYMOBICHHN aHOMATIEI0 PI3HUX
reHiB. Baxko MepeoniHuTH BaXIIMBICTh IBOTO BIIKPHUTTS ISl JIarHOCTHKHU, JIKY-
BaHHS 1 MEIMKO-T€HETUYHOT'O KOHCYJIbTYBaHHS CIIaAKOBUX XBOPOO.

VY nepuomMy AeCSTHIITTI MUHYJIOTO CTOJITTS Movyana OypXJIuBO pO3BUBATUCS
HOBA rajxy3b '€HETHKHU JIIOJMHHU — €BreHiKa, a0 HayKa Mpo YAOCKOHAJIEHHS 3/10-
pOB’s Ta 3110HOCTEN JTIOAMHH, 32aCHOBHUKOM K01 OyB y’K€ BiIOMHUIl HAM aHTJIIICh-
kuit anTponosior ®. Taneron. IIpuXuIbHUKK 1€l HAyKH HepeOyBald y IOJIOHI
ySIBJICHb TIPO BU3HAYAJIHUN BIUIMB F€HETUYHUX YMHHUKIB Ha PO3BUTOK HOPMalhb-
HUX (1310JIOTTYHHUX 1 PO3YMOBUX OCOOJIMBOCTEH 1HIMBI/IA, a TAKOXK HA TIOSIBY PO3Y-
MOBOI BIJICTAJIOCT1, ICUXIYHUX 3aXBOPIOBaHb, AJKOTOJI13MY, 3TOYMHHOCTI Ta 1HIINX
COLIlAJIbHUX B1AXWJIEHb. BOHM BBaXkaliy, 110 JIFOJICBKOMY POy CHiJl 3alHATHUCS CBO-
iM TIOJIIMIIEHHSM, JJI1 YOr0 MOTPIOHO CIPHUSTH BIATBOPEHHIO JIOJEH, SIKI MalOTh
OaxkaHl SIKOCTI (IMO3UTHBHA €BIEHIKA), Ta MEPELIKOHKATH PO3MHOKEHHIO XBOPHUX,
PO3yMOBO BIJICTAJIUX 1 KaJIK (HETraTUBHA €BIE€HIKA).

VY CIIA Ta psani kpain €Bponu 0yJI0 OpraHi3oBaHO psiJi HAYKOBHX YCTaHOB,
K1 3aliMaJINCsA €BreHIYHUMU JIOCHIJDKEHHSIMHU, OUIBLIICTD 13 SIKUX BUSBHJINCS JI0-
CUTh MPUMITUBHUMH. Tak CTBEPKYBaJOCs, 1110 YUCICHHI 1HAWBIyalbHI BJIACTH-
BOCTI JIFOJIMHU SIK, HAPUKIIAJl, HECTPUMHHI XapakTep, CXWIbHICTh A0 OpOISKHU-
L[TBA TOLIO, YCIAAKOBYIOThCA 3a 3akoHamu I'. Mennensa. He nuBnsuuce Ha ne, €B-
reHika HaOyBae 3HayHOi pemnyTailii, ocoommBo y CIIIA ta HimeuuuHi.

VY 11 yacu y CIIIA eBrenika BuB4anacs y psiJi KOJIEIKIB, a IKEPEIOM €Bre-

HIYHOI MponaraHav ciaykuB JlepaBHUI apXiB €BrEHIKM MiJ KEPIBHULTBOM
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Y.b. JlaBernopta (1866—1944), mo OpaB HallakTUBHINTY y4acTh y (hOpMyBaHHI CO-
1aJIbHOT TIOJIITUKY BITHOCHO IMMITparlii, TOOTO CTBOPEHHS CUCTEMH J03BOJIB 1 3a-
6opon Ha B'i31 10 CIIIA Tux abo iHIMX HaIlOHAJIBLHUX Tpyl. BBaxanocs, 1o Bu-
xiami 3 IliBaiunoi Ta llenaTpansHoi €Bponu po3yMOBO JTOCKOHATIIIL 1 TOMY O1IBII
KOPHUCHI JJis JepkaBu, HDK Buxiami 3 IliBmenHoi €Bponu ab6o Aszii. I'pomansHu
BJIACHOI KpaiHW TaKOX HE Oynu 0O0ileHI yBarow €BreHiCTiB. Y OUIBIIOCTI MITATIB
OyB 3ampoBaHKEHUI 3aKOH MPO MPUMYCOBY CTEPHITI3AIlII0 ICUXIYHO XBOPHX, 3J10-
YUHI(IB, T’ SIHUIb, MTOBIK Tomo. OHAK MUTAHHS PO YCIAIKyBaHHS TaKUX BJIaCTH-
BOCTEH y JTIOJIMHU HE MaJ0 HAYKOBOTO OOTPYyHTYBaHHS.

AHaJIOT14H1 TeHJICHIIT MaJii Miclie 1 B AHrmi. TyT TeX akTUBHO MporiaryBa-
jacsi €BreHika, YoMy CHpHUsIB TaKUil aBTOpUTETHUI MateMatuk 1 6ioJor sik K. Ilip-
coH (1857-1936), mo ycmankyBaB y JIOHIOHCHKOMY YHIBEPCUTETI €BIEHIYHY Jia-
6oparopiro @. T'anpToHa.

V¥ HiMmeuuuH1 €BreHika Jicrajga Ha3By pacoBoi ririeHu. PyX miJ 1iex Ha3BOIO
OyB IOB'SI3aHUI 3 MICTUYHOIO KOHIICTIIIEI0 PacH, 3 YSIBJICHHSIM IIPO IepeBary HOp-
JUYHOI pacH, 31 CTpaxoM Iepes] BUPOKEHHSIM JIFOJICTBA 3arajloM Ta HIMEI[bKOTO
HApOJy 30KpeMa, CIPUYNHEHUM aJKOTOJII3MOM, BEHEPUIYHUMHU XBOPOOAMH, 301J1b-
HICHHSM HapoJHKYBaHOCTI HEJOYMKYBaTUX a00 JItOJIeH 3 HIKYUX MPOIIAPKIB CyC-
niabCTBa. Jleski NPUXUIBHUKY TaKuX 171ed 3acTepiraiu Bij «3a0pyIHEHHS HIMEllb-
KOi KpOB1» 1HO3EMHOI0, OCOOJMBO €BpeichKow. Taki MOTisau MoAlIsAa 3HAYHA
yacTUHa HiMeubkoi iHTemirenuii. [licns npuxoxy no Biaaau A. I'iTiaepa eBreHiuHi
YSIBJIEHHS CTaJIM CKJIaJI0BOIO HALIUCTCHKOI 11€010TTi.

[TpoBinHi ¢axiBili 3 TeHETUKH JoAuHU B HimeyunHi
(E. ®imep, E. bayp, ®. Jlenu, P. Pitrep, O. dhon Depuryep
Ta 1HII1) OyJM MPUYETHI A0 TOTO, IO I HAayKa CIyryBaja
HAIUCTChKIN aepxkaBi. ¥ 1933 p. Tyt OyB 3ampoBayKeHUIH
3aKOH  TIpO CTEpWJII3aIlilo,  SKUH CTBEP/KYBaB

000B’SI3KOBICTh IIOTO 3aX0Jly CTOCOBHO JITEH, OOTSIKEHUX

CITaAKOBHUMMH XBOpO6aMI/I, a TaKOX HpeI[CTaBHI/IKiB IICBHUX

M K. Komiioe
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€THIYHHUX I'PYyIl, OCOOJIMBO €BPEIB TA LUTaH.
[Toni6H1 3ak0oHU, ajie PO JOOPOBUIBHY CTEPUIII3AIlIIO 32 €BITCHIYHUMU CBIJI-

YeHHSAMU, Oynu npuitHATI B CKaHAMHABCHKUX KpaiHax.

I'eneruka monunau y Pagsucekomy Coro3i modana iH-
TeHCHBHO po3BuBatucs y 20-x pokax XX ct. Ilig BrummBoM
11e# 3axiaHo1 eBreHiku y 1921 p. Binomum yuenum M.K. Ko-
ae10BUM (1972-1940) y Mocksi Oyno opranizoBaHo Pociii-

CbKE €BIE€HIYHE TOBAPUCTBO, a B HACTynmHOMY poiii y IleTpo-

. rpajal  OJWH 13 3aCHOBHHMKIB  PAJASIHCBKOI  T'€HETHKHU
(0.0 Cimmerco 10,0, GisinueHKo (1882-1930) crBOprOo€ Bropo 3 €BreHiku.
[{i eBreHiyHi OocepeaKkH CTAaBWJIM Mepes COOOK BUKIIOYHO HAYyKOBI 3aBJaHHS Ha
BIIMIHY BIJ] €BreHIYHUX ToBapucTB 3aximamx kpaiH. M.K. Konbios,
FO.O. dinminyenko Ta iHII1 BYSHI 3A1MCHIOBAIN I'€HETUYHI JOCIIKEHHs 00/1apoBa-
HOCTI, BUBYAIO4YHM POJOBOAM BHUJATHUX JroJel. be3nepeyHo, B TOM yac 111 JOCIHI-
JOKEHHST HE MOTJIM HE MaTH METOJIMYHUX TIOMHJIOK, 3HAYHOTO CIIPOIICHHS, a OTXKE 1
NEBHUX MPOTHUPIY. Pa30M 3 TUM BUeHUMH OyJIM OJiep>KaHl TaKOXk IIHHI HAYKOBI1 pe-
3yapTaT. BoHM, 30KkpeMa, MpaBUIILHO MOPYITYBAIHM MUTAHHS MPO 3HAYCHHS YMOB
COITIaJILHOT'O CEPEIOBUINA B peanizallli 1HAUBIIyaIbHUX OCOOJMBOCTEH JIIOJIUHH,
IIJTKOM 3allepevyBaii HACHIHBHUITLKUHA MUTSIX yAOCKOHAJICHHS CHAIKOBOCTI JIFOIH-
Hu. Kpim Toro, 3ycumisaMu paasiHCbKUX €BTeHICTIB OyJu 310paHi poJOBOINA BUAAT-
HUX ocobuctoctent, Hanpukias, O.C. [Iymkina, JI.M. Toncroro, ®.1. llansmnina ta
1HIINX.

Hanpukinmi 20-x pp. eBreniuni gociipkeHHs B Pansacekomy Coro3i Oyiu
NPUNUHEH] Yepe3 Te, 10 BOHU HE BIIUCYBAIUCSA B KOMYHICTUYHY 11€0JO0TTYHY J0K-
TPUHY.

VY npyriit nonoBuHi 30-x pp. y Pagsucekomy Coro3i B pe3ynbTaTi IPUXOIY
no Brnagu B OiojnoriuHidd Haymi T.JI. Jlucenka (1898—1976) Bci reHeTwdHi moci-
JOKCHHS, a OT)KE€ 1 BUBYEHHSI CITAJIKOBOCTI JIIOJMHU, Oynu 3abopoHeHi. ['eHeTnka
OyJnia Ha3BaHa Oyp>Kya3HOIO JDKEHAYKOI0. BUeHi-TeHeTuKH 3MyIIeH1 OyJIu 3MIHUTU

chepu CcBO€i HayKOBOi MisUIBHOCTI, a YacTHHa 3 HHUX OyjJa pernpecoBaHa
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(M.K. Komprios, C.C. YerBepukon, M.I. Bapmiios, M.B. Tumodees-PeccoBchkuid,
C.I'. JIerit, B.I1. Edpoimcon Ta inmi). Takuii cran 30epiraBcsa g0 moyatky 60-x
pp-

Tum gacom y 1940 p. amepuxanceki nocmiaauku Jx. bimn (1903—-1989) ta
E. Tetitem (1909—-1975), cnuparounch Ha gociipkeHHss A. ['appojia 3B’3KiB MIXK
reHaMu Ta pepMeHTaMu, cPOpPMyITIOBAIN MPUHIUI «OJIWH T€H — OJUH (HEPMEHT?,
3a SIKUM TIEBHHM T'eH 3a0e3nedye CHHTEe3 BU3HAYEHOTo (PepMEHTY.

VY 1944 p. amepukanceki 0ioximiku O.T. Eiiepi (1877-1955), K.M. Makuie-
oa (1909-1972) ta M. Makkapti (1911-2005) BusiBuiiu, 1o nepeaadya coaakoBoi
iHopmMmarii moB's3aHa 3 Je3o0kcupuOoHykKiIeiHoBow kuciororo ([IHK). Ile Bin-
KPUTTS CTAJIO0 MOTYTHIM YHHHHUKOM, SIKHHA CTUMYJIFOBAaB BUBYCHHS CIaJKOBOCTI Ha
MOJICKYJIIPHOMY PiBHI. A 3aBASKH CTBOpEHHIO B 1953 p. amepukaHChkuM 010XiMi-
koM JIx. Yorconom (Hap. 1928) Ta aHrmiiich-
kuM (Pizukom @. Kpikom (1916-2004) mogeni
MoJiekyssipHoi  ctpykrypu JIHK, mowanocs
NOrJn0JIeHe BUBYEHHS MOJIEKYJISIpHOi, O10Xi-
MIYHOI Ta IMYHHOI T€HETHKH JIIOIUHH.

B 50-11 poku HaOyBarTh HIMPOKOTO

PO3BUTKY AOCIHIJIKEHHS 3 pajaialiiHOi reHe-
tuku roauHu. e B cepenanni 20-ux pokiB pociiickkuii Mikpo6ionor I'.A. Haacon
(1867—1939) 3 xoneramu Ta amepukaHcbkuit renetuk I'. Mennep (1890-1967) Bu-
SBWJIM MYTar€HHy JII0 PEHTTE€HIBCHKOTO NMPOMIHHS Ha >KHMB1 opraHizmu. Lle Big-
KPUTTS MOKa3ajgo HeOe3IeKy ONMPOMIHIOBAHHS CTATEBUX KIITHUH JIFOJAUHM IS TO-
JAIbIIUX MOKOJIIHB, Yepe3 110 JIOJIMHI SIK 00'€KTy TeHETUYHUX JTOCTIKEHb CTaJIo
OPUALIATUCS OLIBIIE YBary.

VY 1ol e yac MpOJOBKYIOThCS JOCTIKEHHSI CTPYKTYpHU Ta (DYHKIIIN TeHa, 1
y 1953 p. amepukancekuii renetuk C. benzep (1921-2007) koHCTaTy€E, IO TEH €
JIHIAHOIO CTPYKTYPOIO, SIKa KOJy€ CHHTE3 OJTHOTO MOJINenTuay. byno Bu3HaueHo,
0 (YHKI[IOHATBHUN OUIOK CKJIAA€ThCS 3 KUIBKOX MOJIMENTH/IIB, KOKEH 3 SKUX

OKpEMO He 3/1aTeH BUKOHYBAaTH (pepMEHTATUBHY (YHKIIIIO.
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VY 1956 p. mBeubki urorenetuku Jx. Yio (1916-2001) 1 A. JleBan (1905—
1998) ta ix anrmiiceki kojeru Y. dopa (1912-1999) 1 JIx. Xamepton (1929-
2006) BU3HAYMIM, 110 B KJIITHHAX JIIOAUHU MICTUThCS 46 xpomocoM. TyT Tpeba 3a-
3HAYUTH, 110 BIIEPIIE MITOTUYHI XPOMOCOMHU JIFOJIMHU OyJIM OTNHKCaHI e y 2-1i mo-
goBuHi XIX cr. Himenbkumu Trictosoramu Jx. ApHoibaom (1835-1915) Tta
B. ®nemiarom (1843-1905).

Uepes pik amepukanchbki (izuko-ximiku B. [arpem (1924-2006), JI. [Toxiar
(1901-1994) Ta 1umi 3a pe3yJbTaTaMu JOCHIHKEHb TeMOTI001HY JIFOJUHU YCTaHO-
BWJIH, 10 TIOCIIJOBHICTh aMIHOKHUCIIOT Y MOJIEKYJT1 O171Ka BUBHAYAETHCSI TEHOM.

Y 1959 p. dpannyseki renetuku K. Jlexxen (1926-1994) 1 P. Tepnen
(1895—-1988) 3ko0neramu JOCHIAUIAN LUUTOI€HETUYHY KapTHUHY BUHUKHEHHS CHH/I-
pomy JlayHa (Tpucomis mo 21-iit Xxpomocomi). Y TOH ke 9ac 1HITMMHU BYeHUMHU Oy-
7 1meHTudiKoBaHl Ha XpoMocoMHOMY piBHI cunjpoM lllepemercrkoro—TepHepa
(X0) Ta cunapom Knaitnpensrepa (XXY).

Toni x anrmiiiceki nurorenetuku Y. ®opa, 1. Jxeko6c (Hap. 1934) ta in.
BUSIBIUIH POJIb Y-XpPOMOCOMH Yy BU3HAUCHHS CTAaTI Y JIFOIMHH.

VY 1960 p. amepukancbkuit utosior P. Mypxen 3 koneramMmu po3poOUB METO
KyJbTUBYBaHHS JTIM(MOUUTIB TepudepiiiHoi KpoBi sl oJepKaHHS MeTadazHUX
XPOMOCOM JIFOJIUHU, IO JO3BOJIMIIO BUSBJISTH MYTallii XpOMOCOM, XapaKTEepHI JJIs
MIEBHUX CMAJAKOBHUX XBOPOO. (BHaiimu oamu sxcumms abo euoanumu aozau).

MexaHi3M TeHETUYHOro Koy Oysio BU3HaueHO y 1961 p. amepuKaHCbKUM
nocrigaukoMm M. Hipen6eprom (1927-2010).

VY 1965 p. amepukancekuii BueHuit X. Kopana (Hap. 1922) pnepiie 3111CHIB
MITYYHUH CUHTE3 T€HA, IO JAJ0 IOIITOBX
PO3BUTKOBI HOBUX HANpPSIMKIB y TEHETHII
JIOJIMHU — MOJIEKYJIIPHOT T€HETUKH Ta T€H-
HO1 1HxkeHepii. [licns nporo Oynu po3pood-

JIeH1 TEXHOJIOTI1 MTY4YHOTO 1 (hepMEHTATHB-

HOT'O CMHTE3Y I'€HIB, Y TOMY YHCJII T€HIB 1H-

M. HipenGepr X Kopana
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CyJliHYy, 1HTep(EpOHY, COMATOTPOIIHY TOLO. LI TOCATHEHHS BIOKPUIM BEJIMKI I1e-
PCIIEKTUBH B J1arHOCTHIII, NMPOGUIAKTHUII Ta JIIKyBaHHI CIAJKOBUX XBOPOO JIFOIH-
HU.

Kinenp 70-ux poKiB MHHYJIOTO CTOJITTSI MPHUHIC TEHETUKAM JOCUTH 3HAYHY
HecnoiBaHKy. JlocmiaHuku, odostoBani anrmiieM P. Pobeprcom (Hap. 1943) Ta
amepukanueM @. [lapriom (Hap. 1944), BUsiBUIM, OO0 T€HU €YKAPIOTIB MAKOTh I1e-
pEPUBYACTY CTPYKTYPY 1 CKIAIAOTHCS 3 KOAYIOUNX Ta HeKoayrounx aiasHok JJTHK.

Ha nouatky 80-x pp. renetukamu C. bpennepom (Hap. 1927) ta [Ix. Caic-
ToHOM (Hap. 1942) i3 Aurmii, a Takox X. P. Xopsinom (aap. 1947) i3 CILIA Oynu
BIIKPUTI TaK 3BaHI «I€HU CMEPTI», K1 CIPUUUHSIIOTh PYWHYBaHHS KJIITHH, 1110 BU-
Yyepraau CBIM )KUTTEBUN Yac.

VY ki 90-x pp. XX c1. amepukanchbki 6iomoru E. 3. @aiiep (Hap. 1959) ta
K. Mennoy (Hap. 1960) BusiBIIM SIBHIIE TPUIUHEHHS eKCIpecii (MPOosBY) TOTO YH
1HIIIOTO T'eHa 3a JIONOMOTror0 ABoIaHIt0kK0B0O1 PHK, romosnoriuioi iiboMmy reHoBi.

VY kiHmi XX CT. po3moyaTo 3A1MCHEHHS! BEJIMKOTO MIKHAPOIHOTO MPOEKTY
"I'enom nronuHU", 3aBJaHHSIM SIKOTO € BHUBYEHHSI T€HOMY JIFOJWMHH, BKJIIOYAKOYU
MOJIAJIbIIE KApTYBaHHS XPOMOCOM Ta BU3HAYEHHS HYKJICOTHUIHOT MOCHITIOBHOCTI 1X
JHK. ¥V Mmexax 11€i nmporpamu po3poOisitoTbcs METOIU JIarHOCTUKH Ta JIIKyBaHHS
cnagkoBux xBopo0. Ha ueit yac nepmwmii etan IIpoekTy npakTuuHo BUKOHaHO. Bu-
3HAY€HO, IO KUIBKICTh I'€HIB JIIOJAUHH cgrae OJu3bKo 32 Tuc. BuaBMiIOoCcsS Takox,
10 BOHU CKJIaJat0Th Juuie 0au3bko 5% Bciel renernunoi JIHK. Pemra cykynHocTi
JTHK, 3a cyyacHUMU YSBJICHHSIMH, HIYOTO HE KOAY€ a00 MICTUTh YUCIIEHHI ITOBTO-
pu. LlikaBo, 1110 y OJHOKJIITUHHUX OPraHi3MiB, HAMPHUKJaJ, OakTepiil, Taka 0e33Mi-
croBHa JIHK B3araii BiACYTHS, a 1O Mipl YCKJIaJAHEHHsS OopraHizailii opraHi3miB ii
noJis 3poctae. KpiM TOro BCTaHOBJICHO, 110 TEHOMHU PI3HUX €THIYHHUX TPYyH Ta TO-
NYJSIIA JIFOJUHU BIAPI3HAIOTHCS 3a TMOCIIIIOBHICTIO HYKJICOTHU/IIB Y TIEBHUX JIUISA-
Hkax JIHK. Ha mixcraBi pe3ynbTaTiB nocniikenb y pamkax [Ipoekty «I'eHom mro-

auHu» craja MmoxumrBoro JIHK-miarnoctuka monan 100 crmaakoBUX 3aXBOPIOBAHb.
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[TpoekT «I'eHOM JIFOIMHUY» MPOJIOBKYE AISITH, € 3MIHIOE CBOKO OPIEHTALIIIO
— 13 CTPYKTYPHOTO CcTa€ (PYHKIIIOHAILHUM 3 METOI0 1eHTU(IKaIll] YCiX IeHIB JIIO-
JTUHU.

VY 2004 p. amepukancbki renetuku P. JlidhTon 1 A. Vincon BUsSBUIN MyTallii
T'€HIB MITOXOHJIPIN Y JIOJIMHHU, SIKI MMEPEIAI0ThCA MO MaTEePUHCHKIN JiHII Ta crpH-
YUHIOIOTH TINEPTEH31I0 Ta MOPYIIEHHS XUPOBOTO OOMiHy. (Bnaiimu oamu Hapo-
0JiceHHA abo eudanumu aozau).

[Touarok 21-ro cT. Big3HauuBCs (HOPMYBAHHSIM HOBOT'O HANPSIMKY B TCHETH-
Il — eMmreHeTuku. EnireHeTnka BUBYA€E CHAJKOBI 3MIHU €KCIIpecii TeHiB, 110 Bij-
OyBaroThcs 0e3 3minu nepBuHHOI cTpykTypHu JJHK. Ileit nHanpsimox e y 2-1# moJ.
MUHYJIOTO CT. 3all0YaTKyBaJu JOCIIHKCHHS HU3KH BUEHUX PI3HUX KpaiH, cepen
sakux pociicbkuii ximik b.®. Banromms, iioro amepukancekuii kosera K. Kyni ta

HII1. (BHalimu 0amu HAPOOHCEHHA ab0 6UOATUMU OCMAHHE PEUeHHA ad3auy).

KonTpoJbHi 3anuTanHs 10 po3aiay 1

1. JlaiiTe BU3HAUEHHS MOHATH «€HETHKA», «3arajibHa F'€HEeTHKa) Ta «CIHelli-
aJlbHA TEHETUKAY.

2. Komu 1 xuM Oyno 3AiHiCHEHO MEpUINil HAyKOBUI OMUC YCHaJAKyBaHHS
OKpPEMHUX O3HAK Yy JIFOAUHU?

3. Uus kHMra BBaXXKA€TbCS NEPIIMM HAYKOBHM JIOBIJIHUKOM 3 MEIUKO-
T€HETUYHOI'0 KOHCYJIbTYBaHHs? SIK BOHA HA3UBA€THCA?

4. Buznaute BHecOK B.M. DIOpUHCHKOTO Y PO3BUTOK T'€HETUKH JTIOIUHHU.

5. OOrpyHTyiTe 3HaY€HHs HayKoBUX gochiaiB ['. Menaenst ajisi TeHETUKHU
B3araji Ta TeHETUKHU JIOAUHH 30KpeMa.

6. YV yomy nosisirae BHecoK @. [anpToHa y pO3BUTOK ME€HETUKH JIFOAUHN?

7. XT0 1 KOJH MEepUIMM BU3HAYUB 3B’ SI30K MK T€HAMH Ta ()epMEHTAMU 1 BH-
SIBUB CIIAJKOBI MOPYIICHHS! OOMIHY PEYOBHH Y JIFOAUHU?

8. UuMm Bu3HavaeThbesi BHecOK C.I. JleBiTa B reHeTUKY 10 JuHu?

9. JlaliTe BU3HAUCHHS IOHATTS «EBICHIKA», HA3BITh il MO3UTHBHI Ta HEraTH-
BHI CTOPOHH.
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10. Ilo Bu 3naere npo npoekt «I'enom mroguum»?

11. Illo Take emireHeTruka?
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2. OCHOBW 3ATAJIbHOI FTEHETUKHA

2.1. FleHeTUKa AKICHUX O3HaAK

VYci 03HaKM KUBHUX OpraHi3MiB, sIKI BUBYA€ T€HETHKA, YMOBHO MOKHA MOJi-
JIUTH HAa SKICHI Ta KUIBKICHI. SIKICHUMU O3HAaKaMU € TaKi 03HAKH, SIKI MOXKYTh OyTH
a00 HasgsBHUMHM, a00 BIJCYTHIMHU, HAIIPUKJIAJI, 3a0apBJICHHS KBITKU POCIUHH: HAsB-
HE — YEPBOHI METIOCTKU a00 BiACYTHE — 0111 MEMOCTKH. SIKICHI O3HaKH Ha3UBAIOTh
TaKOX albTepHATUBHUMH. KUTBKICHI O3HAKM XapaKTEpU3YIOThCS HETMEPEPUBHOIO
MIHJIMBICTIO, HAPUKJIaA, 3pICT JOJUHU. Taki 03HAKM BHU3HAYAIOTh BUMIPIOBAH-
HSIM.

CyuacHa reneruka Oyia 3armo4yaTkoBaHa JOCIIIPKEHHSIMH SIKICHUX O3HAaK, 00
3aKOHOMIPHOCTI X YCMaJKyBaHHs JOCUTh MPOCTI Ta OUIbII AOCTYIIHI JJISi TeHETHY-
HOro aHainizy. ToMy 03HallOMJICHHS 3 OCHOBaMH T'€HETUKH MM 1 pO3[IOYHEMO 3 BH-

KIaay IMOHATH Ta BaKOHOMipHOCTeﬁ YCIIaAKyYBAHHA OUX O3HAK.

2.1.1. 3akonu Menaeas

Ilepmi reHeTwuHi Aocaigkenns. /[oBruii yac marepiaabHUNM HOCIHA Criaj-
KOBOCTI CIIpHIIMaBCs sIK OJIHOPIJIHA 32 CKJIaJ0M pedyoBHHA. BBakanocs, mo cnaa-
KOBa pEeYOBMHA OaThbKIB 3MILIYETHCS Y TUTUHU MOAIOHO ABOM B3a€EMOPO3YMHHUM
pimvHaM. BinmoBigHO 10 1IbOr0 TiOpHIHE MOTOMCTBO, OJACP)KaHE B PE3yJIbTari
3’€JHAHHS CMAJKOBOIO MaTepiaigy OpraHi3MiB, 110 PO3PI3HAIOTHCS 3a PSAIOM O3HAK,
NOBMHHO MaTH NPOMDKHI 3HAYEHHS LUX O3HaK. | aificHO, Takl SBMIA YacTO CIO-
CTEpIraroThCs. Y JIIOJUHU Ta TBAPUH PEUOBUHY CHAJAKOBOCTI MOB'A3YBalU 3 KpO-
B'I0. 3B1/ICH BiJIOMI BUPa3u — «HAIMIBKPOBHUN», «YUCTOKPOBHUII», K1 30eperaucs
IO HAIIUX JIHIB.

[Ipote y apyriii monoBuH1 XIX CTOMITTS ACSKI HOCTITHUKU CIIOCTEPIraiu y
riOpU/IiB TaKy MIHJIMBICTh O3HAK, SIKYy HE MOKHa OYJIO MOSCHUTH 3 MO3MIIT BULIE-
3rafiaHoro ysisieHHd. OgHuM 3 nux AociiaHukiB 0yB I'perop Menaens. Bin nep-

[IUM T0Ka3aB, 1110 CIaJKOBl YNHHUKHA HE 3MINIYIOThCA, a MEPEAAt0ThCS 3 MOKOJIIH-
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Hs B MOKOJIHHS y BUIJISIAI HE3MIHHUX OKpeMux ojuHullb. Lli cmaakoBi oauHUI
nepearoThCsl Yepe3 YOJI0BIUl Ta KIHOY1 CTaTeBl KIITHHU — TaMEeTH. Y KOXHOI 0CO-
OMHM CHaJKOB1 OJAMHMII NepeOyBalOTh y BUTIIAJI Map, TOML SIK y TaMeTaxX HasBHA
JUIIE OHA OAWHUL 3 KOxkHOT napu. Lli ogunauIi cnagkoBocti I'. Menaens Ha3BaB
€JIEeMEHTAMH.

VY 1900 poui, konu 3akoHr MeHnaenst Oyau BIAKPUTI BAPYTe 1 OJ€pHKaIU BU-
3HaHHS, OJMHUII CMAJKOBOCTI Oynu Ha3BaHl (hakTopamu. Yepes neKiIbKa POKiB
narchbkuii Gionor B. Morancen naB iM Ha3By «reHm», a B 1912 pomi amepukanch-
kuil renetuk T.I'. MopraH nokasas, 1110 T€HU pO3TallIOBaHI B XpOMOCOMaXx.

VYemix I'. Menaenst 6arato B 4oMy OOyMOBJICHUN BAQJIMM BHOOPOM EKCIIe-
PUMEHTAJIBLHOTO 00'€KTY — Topoxy. Ll pocnuHa Mae psij CIPUSATIMBUX BIACTUBOC-
TEW NIl MPOBEJICHHS €KCIIEPUMEHTIB TI0 cXpelryBaHHto. [lo-mepie, coptu ropoxy
YITKO PO3PI3HAIOTHCS 32 PSAIOM IPOCTUX, SIKICHUX 03HaK. [lo-mpyre, ropox — camo-
3anwibHA POCIMHA, 3aBJSKH YOMY MIJITPUMYETHCS YUCTOTAa COPTY, TOOTO 30epe-
YKEHHsI O3HAKH B1J TTOKOJIIHHS 10 TOKOIiHHA. [To-TpeTe, MOKHA cXpelryBaTH poc-
JVMHU IUIIXOM IITYYHOTO 3alMJIEHHS 1 OJep)KyBaTu MoTpiOHI ridpuau. 'iGpunu
rOpoXy 3[aTHI JaBaTh MOTOMCTBO, III0 MPHU T10pUaU3allii IHIIUX POCIHUH 3yCTpiva-
€THCS HE 3aBXK/IU.

I'. Mengento Branocs miaiOpaTy Takl Mapy ajJbTEPHATHBHUX O3HAK, 5K, SIK
1ie OyJI0 BCTAaHOBJIEHO TIi3HIIIE, MAIOTh MIPOCTUI THM yCIaAKyBaHHS: (popmMa HaCiH-
Hs (TJIajieHbKa a00 3MOpIIKYBaTa), 3a0apBJICHHST HACIHHS (3KOBTE a0o0 3eJieHe), 3a-
OapBiieHHS KBITOK (O171€ a00 KOJILOPOBE) Ta JAESAKI 1HIIII.

[Tomi6H1 mocmiau 3 riOpuaM3aIii poCiaIuH HEOJHOPA30BO MPOBOJIUIIUCS 1 J10
I'. Menaens, ajie HIXTO HE 3MIT OJICp)KAaTH TaKUX BCEOXOILTIOIYHX JaHUX, a TOJIO0-
BHE, ITO0QYUTH B HUX 3aKOHOMIPHOCTI CIIaaKOBOCTi. BapTo 0COOIMBO 3yNIMHUTHUCS
Ha THUX MOMEHTax, siki 3abesneunnu . MeHaeno ycmix, OCKUIBKA HOro J0CIi-
JUKCHHST MO’KHA BBQ)KAaTH 3Pa3KOM TPOBENICHHS OyIb-SIKOTO HAYKOBOTO €KCIIEPH-
MeHTy. [lepin Hi>K MoYaTH OCHOBHI €KCIIepUMeEHTH, ['. MeHiens mpoBiB MonepeaHe
BHUBUYCHHS E€KCIICPUMEHTAJILHOTO MaTepially, IMICIs Y4Oro peTebHO CIIaHyBaB YCi

excriepuMeHTH. OCHOBHUM MPUHLKIIOM KHOTO JOCIHIKEHHs OyJia MOeTanHICTh —
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CIIOYaTKy BCs yBara OyJia cipsSMOBaHa Ha OJHY O3HAKY, 110 CIIPOIILYBAJIO aHaTI3, a
MOTIM aHaji3yBajiacs HacTyIHa o3Haka. OnepKyBaHi JJaHl pEeTeIbHO PEECTPYBAIH-
csa. I'. Menzenb npoBiB 0€31i4 eKCIIEPUMEHTIB 1 OJiepkKaB JOCTaTHIO KUIBKICTh J1a-
HUX JIJIs1 3a0€3MeUeHHS CTATUCTUYHOT JIOCTOBIPHOCTI PE3yJIbTaTiB.

Momnoriopuane cxpemyBanus. Ilepmmii Ta apyruii 3akonu Mengeus.
BuBuaroun pe3yibpTaT CXpelryBaHHS POCIHH 3 albTEpHATUBHUMH O3HaKaMmH (Ha-
MPUKJIa, HACIHHS: TTaJeHbKE — 3MOPIIKYBaTe, KBITKH: Ol — 3abapsieHi), ['. Me-
HJIEb BUSBUB, 10 TiOpuau meprioro nmokodinHsa (Fj), oaepskaHi 3a JOMOMOTOIO
MITYYHOTO 3aMWICHHS, HE € MPOMDKHUMH MK JIBOMa 0aThbKiBCBKUMHU (opMaMu, a
B OLIBIIIOCTI BUMAAKIB CXOXI Ha OJHY 3 HUX. Hampukiana, rnpu cxpenryBaHHI poc-
JUH 13 3a0apBiI€HUMHU Ta OLTUMHU KBITKaMHM BCE MOTOMCTBO IMEPUIOTO MOKOJIHHSA
Maso 3abapsieHi kBiTkH (Maj. 1). Ta GaTeKiBChKa 03HAKa, SIKOK BOJIOJLIN POCIIH-
HU nepuioro nokodinus, I'. Mennens Ha3BaB 0oMiHaHmHOl. Y HaBEJICHOMY TIPH-

KJIa/11 TOMIHAHTHOIO O3HAKOIO Oyzie HassBHICTH 3a0apBICHHS Y KBITOK.
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Man. 1. YcenaakyBaHHS TypIypHOTO Ta 0170T0 3a0apBIICHHS KBITOK Y TOPOXY

Bin excnepumentanbHux TiopumiB  (F;) 1UISIXOM  caMo3anuICHHS
I'. Mennens ofiep>kaB NOTOMCTBO JAPYroro NmokoJiiHHs (F,) 1 BUSBUB, 10 BOHO HE
OJIHOMAaHITHE: YaCTUHA 3 HUX HECE O3HAKY Ti€i 0AThKIBCHKOI POCIMHY, KA HE MPO-

sBWJIacs y r1OpuaiB Nepuoro nokoinug. OTxe, 03HaKa, BIACYTHS B MOKOJIHHI F,
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3HOBY 3’siBUjiacsi B mokojdiHHi F,. I'. Menaenp 3poOWB BHUCHOBOK, IO I O3HAKa
OyJia mpucyTHs B MOKOJIHHI F; y nmpuxoBaHoMmy Burisiai. 1{t0 o3Haky BiH Ha3BaB
peuecuenor. Y HaBeJEHOMY IPHUKIIAJl PEIIECCUBHOIO O3HAKOI0 OyJe Oule 3abapB-
JICHHS KBITOK.

I'. Menaenp 3Q1MCHUB ITIJTy CEpir0 MOMIOHUX JOCTIAIB 13 PI3HUMH Mapamu
AIbTEPHATUBHUX O3HAK 1 KOKHOI'O pa3y PETEIbHO IM1JIPaXOBYBAB CII1BBIIHOLIECHHS
POCIIMH 3 TOMIHAHTHUMU Ta PEIIECCUBHUMHU O3HAKaMU. Y BCIX BHITaJIKaxX aHali3 Io-
Ka3aB, 1110 BIAHOIICHHS KIUJIBKOCTI POCIWH 3 JOMIHAHTHOIO O3HAKOIO JI0 KUIBKOCTI
POCIIMH 3 PELECUBHOIO y MOKOIiHHI F, ckiianano npuonusxo 3 : 1.

VY tperbomy mokosmiHHI (F3), oepKAHOMY TaKOX IUISIXOM CaMO3aIMJICHHS
pPOCIIMH NMOKONiHHA F,, BUABUIIOCA, IO T1 POCIMHU 3 APYTOro MOKOJIHHSA, SIK1 He-
CIM PEIECUBHY O3HAKy, Jlaji MOTOMCTBO, BCl POCIMHH SKOTO MaJld IO O3HAKY.
Yactuna pociaut F, 3 JTOMIHAHTHOIO 03HAKOIO Jlaja MOTOMCTBO 3 €0 % 03HAKOIO,
a YacTHHa — MOTOMCTBO 3 PO3UICIVIEHHSAM O3HAaKH MoA10HO 10 TidopuniB F;: 3 go-
MIHAHTHUX J0 | perecuBHOI.

3acnyra I'. Menzenst B TOMy, 1110 BiH 3p03yMIB: TakKi CHIBBIHOLIEHHS O3HAK
y MOTOMCTBI MOXXYTh OYTH TIJIbKM HACIIJKOM ICHYBaHHS BIJJOKPEMJICHHX Ta He-
3MIHHUX OJMHUIIb CIAJKOBOCTI, SIKI MEPEAAIOThCS BiJ MOKOJIHHS 10 MOKOJIIHHS
yepe3 cTareBl KITUHU. JlJisi JTOMIHAHTHOIO 1 pelieCUBHOro YnHHUKIB I'. Menpaenb
yBIB OyKBEHI MO3HAYCHHS: JOMIHAHTHI MMO3HAYAIUCS BEIMKUMU JIITEpaMH JaTHH-
CbKO1 a0€TKH, a pelecuBHI — MaJieHbkUMU. Hampukiian: 4 — KBiTKU 3a0apBiieHi, @
— KBITKH O1111; B — HAaCIHHS TJlaJieHbKe, b — HACIHHS 3MOPILIKYBAaTE TOIIIO.

Bnaciniiok peTenbHOro aHami3zy ofep:KaHuX €KCIIEPUMEHTATbHUX Pe3yJibTa-
TiB I'. Menaenp AIMIIIOB TAKUX BUCHOBKIB.

1. OckiIbKM BUX1IHI COPTH TOPOXY € YUCTUMU (HAIOTh OJHOMAHITHE TTIOTOM-
CTBO), 1I€ O3HAYa€, IO COPT 3 JOMIHAHTHOIO O3HAKOIO MIOBUHEH MaTH JiBa JIOMIHAH-
THI (hakTopa (AA), a COpT 3 PEIECUBHOIO 03HAKOIO — JIBA PEIICCUBHI (aa).

2. CrareBi KIITHHH (TaMETH) MICTATh JIMIIE OJUH (AKTOp — ITOMIHAHTHUN

(A) abo peuecuBHuUi (a).
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3. Pocaunu ribpuaiB nepmoro nokomiHas (F;) MICTITh 0 ogHOMY (aKTo-
Py, OJIepKaHOMY Yepe3 TaMEeTH BiJI KOKHOTO 3 0aThKiB, TOOTO A 1 a (Aa).

4. YV nokoninHi F; ciankoBi (akTOpu HE 3MIIIYIOTHCS, a 3aJIUIIAIOTHCS Bi-
JIOKPEMIICHUMH.

5. OnuH 13 criaikoBuX (akTOPiB JOMIHYE HAJ 1HIITUM.

6. I'Opuan F; yTBOPIOIOTH JBA THMH TaMET MOPIBHY: OJHI 3 HUX MICTSTh
baktop A, iumI — paxTop a.

7. Y mpoueci 3aluliIHEHHs KiHO4Ya raMmera Tuimy A MaThMe PiBHI LIAHCU
3'€THATHUCA SIK 3 YOJOBIYOIO TaMETOI0 «A», TakK 1 3 YOJOBIUOIO TaMeToI0 «a». Te x
came CIpaBeJIUBE 1 1715 )KIHOUUX TaMeT THUILY d.

[{i BUCHOBKHM MO>XHA HAOYHO MPEJICTABUTH Y BUTJISIAI CXeMHU (Mall. 2).
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Maun. 2. MoHoriopuiHe CXpelryBaHHs y TOPOXY
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3 TabyuIll BUIHO, IO MOKJIMBI 4 pi3HI KOMOIHALI1, 3 AKUX JIUIIIE OJHA HE Mi-
CTUTh JOMIHAHTHUH (HAKTOp, TOMY B ILOMY BHUIIAJKY CIIOCTEPIraTUMETHCS PELeCH-
BHa O3HaKa. Tpu KOMOiHAIli, 0 3aJUIIMINACS, NPEACTABISAIOTh POCIUHU 3 JIOMI-
HAHTHOIO O3Hakor. OpHa yacThHa IUX pociuH (AA) MacTh CTIMKE MOTOMCTBO,
sIKE, HE PO3ILIEILTIOETHCS, a JIBl YACTUHU, 110 3AJTHUIIUIUCS, 3HOBY J1aayTh PO3IIEM-
JIOBaHHA B ciBBigHOIIEHH] 3 : 1 (quB. Takox mai. 1).

VY cBoiit myOmikamii ['. Menaens He chopMyITIOBaB HISIKUX 3aKOHIB, SIK1 HUHI
HIMPOKO BIJIOMI MiJ] Ha3BO 3akoHIB . Menaens. 3a HbOro 1€ 3pOOMIM 1HII J0-
CJI1IHUKH, SIK1 IOBTOPHO BIJKPUJIM MEHEIJIEB] 3aKOHOMIPHOCTI.

IHepwiuii 3axkon Menoensa, abo 3aKOH OJHOMAHITHOCTI CTBEPJIKYE, IO MPHU
CXpellyBaHHI OCOOMH 3 aJbTEPHATUBHUMHU O3HAKaMM y T1OpU[IB MEPIIOro MOKO-
JHHS MPOSBIISIIOTHCS TUTBKH JIOMIHAHTHI O3HAKHU.

Jlpyeuit 3axon Menoensa, abo 3aKOH PO3IICIUICHHS, TTOKA3ye, 110 MPU CaMo-
3aMmiIeHHI T1IOPUIIB MEPIIOro MOKOJIHHS Cepel HAIaAKIB BiOYBAETHCS PO3IIETI-
JICHHSI O3HaK y criBBiAHOIIEHHI 3 ¢ I, TOOTO YTBOPIOETHCSA 3 YAaCTHMHHU POCIHH 3
JIOMIHAaHTHOIO O3HAKOIO Ta 1 YacTuHA — 3 PEIIECUBHOIO.

CxpeliryBaHHS, KOJIM BUBYAETHCS JIMIIE OJHA Tapa aJlbTEPHATUBHUX O3HAK,
JICTaJI0 Ha3By MOHOT10PUIHOTO.

Juriopuane cxpemyBaHHs Ta TpeTiid 3akoH Menaeus. [licis BusBICHHS
3aKOHOMIPHOCTEH PpO3ILICIUIEHHS 3a OJIHIEI0 TMapol0 aJIbTEPHATHMBHUX O3HAK
I'. Menenp nepenios 10 BUBYEHHS YCIIAAKYBaHHs IBOX AP TAKUX O3HAK.

CxpenryBaHHsI 0COOMH, IO PO3PI3ZHSAIOTHCA 3a IBOMA NapaMu ajbTepHATHUB-
HUX O3HAK (HAMpUKIIAJ, HACIHHS TJaJeHbKE >KOBTE Ta 3MOPILIKYBATe 3€JCHE), Ha-
3UBAETHCS IUTIOPUIHUM CXPEIlyBaHHSIM.

Y nocmimgax I'. Mennens omna OaThKiBChbKa pPOCIWHA HECNa JOMIHAHTHI
O3HaKH (TJaZieHbKE >KOBTE HACIHHS), a JIpyra — pelecuBHi (3MOPIIKYBaTe 3€JIeHE
HaclHHA). fIK 1 o4iKyBajiocs, yci rOpuaHl POCIUMHU NMEPIIOro NOKOJIHHA (F7) Manu
JIOMIHAHTHI O3HAKM — TJTaJeHbKE *KOBTe HaciHHA. Jpyre x mokomninns (F,) ckia-
JA10Cs1 3 POCJIMH, SIKI MaJIM Pi3HE MOEIHAHHS O3HAK 3a TAKUM CITIBBITHOIICHHSIM:

9 yacTUH POCHUH 3 IIaJA€HbKUM KOBTHUM HACIHHSM,
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3 YaCTUHMU 13 3MOPUIKYBAaTUM KOBTUM HACIHHSM,

3 YaCTUHMU 3 TJIaJICHbKUM 3€JICHUM HACIHHSIM,

1 yacTuHa 13 3MOPUIKYBAaTHUM 3€JICHUM HACIHHSM,

T00T0 9:3:3: 1.

OTxe, y Apyromy MOKOJiHHI T10pUIIB 3’ SBUJIOCS JBa HOBI MOEIHAHHS O3HAK
HACIHHS: 3MOpPIIKYBaT€ >KOBT€ Ta TJiaJieHbke 3eineHe. Ha miacraBi 1poro
I'. Mensenp 3poOMB BUCHOBOK, IO CITaJIKOBI YNHHUKHA OAaThKIBCHKUX POCIHWH, SKI
00’ eqHanucs B NOKOMIHHI Fj, y HACTYITHUX MOKOJIHHIX PO3AUISIOTHCS 1 TOBOJSATh-
Csl HE3aJIe)KHO — KOKHA O3HAKa 3 OJHIET mapu MOXE MO€THYBAaTHCA 3 Oyb-SKOIO
o3Hakoto 3 1Hmoi napu. Lle Bigkpurts I'. Menaens aictano Ha3By mpembozo 3a-

KoHy Menoensn, ab0 3aKOHY HE3aJICKHOTO PO3IOILTY.

AA'BB aabb
¥oeTe 3eneHe
rmafeHbie 3MopLuKyBaTe

Famoxu P

Ligpudu Iy

AaBb
KobTe rmageHbKe

/N

HKopTe HopTe *KosTe KopTe
rnageHbke rMajeHbke rMapeHbKe rmajeHbke
/A ABB ”AABb ~ AaBB .ﬁg AaBb
*KopTe HKoeTe *KosTe KosTe
rmafeHbke avMoplKyBaTe | MMageHbke 3MoplL KyBaTe
&
” AABb S0 aBb Aabb
Tibpuou I
KopTe KopTe 3eneHe 3eneHe
rMajfeHbke rnapeHbke rnafeHbke rMapeHbKe
<i7paBB | P paBb ' Bb
KosTe HosTe 3eneHe 3eneHe
.a rmageHbie 3MOpLUKYBaTe | rnapeHbke SMOpLUKyBaTe
N 3 \-K,:." g
AaBb = pabb ¥ aaBb

Man. 3. YcnankyBaHHs 3a0apBiaeHHs Ta GOPMH HACIHHS Y TOPOXY
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Posmiennensss B ymMOBax AUTIOPUIHOTO CXPENIyBaHHS MOXHA LTFOCTPYBaTH
3a JIONMOMOTOK0 CHeIiaibHOI Tabnuill (Mai. 3), sika B TEHETUYHUX JOCIIKEHHSIX
nictana Ha3By peuniTku [leHHera (B yecTh aHrmicbkoro gociigHuka P. Ilennera,
KU 11 3anpononyBaB). Taka TaOnuils 3a0e3neuye 3BeIeHHs TOMUIOK, SIK1 MOXKYTh
BUHUKHYTHU TIPU CKJIQJJaHHI BC1X MOXJIMBUX MOEJIHAHBb TaMET, 10 MiHIMyMy. Jlomi-
HaHTHI YMHHUKU MO3HA4YUMO Jitepamu A Ta B, a peniecuBHi — a 1a b. Toni 6aTh-
KIBCBKI 0COOMHU OynyTh MaTH TenetnuHi Gpopmynu AABB i aabb, ixui rametn —
AB 1 ab, a ri0puau nepuioro nokoiiHusa F; — AaBb. BinnosigHo, ui ridpuay mMo-
KYTh IPOYKYyBaTH YOTHPHU THITH TaMET, MICJIS 3’ €THAHHS SKUX (OPMYETHCS YOTH-
Y TUIIHA POCIIMH 32 KOMOIHAIII€I0 O3HAK.

I3 3akoniB I'. MeHnenst Mo)KHaA 3pOOHTH JIBa BAKJIUBUX BUCHOBKH:

— cHaJKoBl (pakTOpu BiMOKpeMIIEHI Ta HE3MIHHI; BOHU HE 3MINIYIOTHCS, a
JIMIIIE NTePErpynoBYIOTHCS,

— CHAAKOBI (PAKTOPU CXPELIyBAaHHUX COPTIB MPU YTBOPEHHI I'aMET MOXYTb
yTBOPIOBATH HOBI NIOETHAHHA, 200 peKOMOIHYBaTH

Binkpurts I'. Mengens He Oyio OLIIHEHO 3a MOro *UTTS BHACHIIOK HEAO-
CTaTHBOTO PiBHA TOAIIIHKOI Hayku. JIumie Ha Mmexi XIX Tta XX cTomiTh Horo 3ako-
HU Oynu BApyre BIAKPUTI TpboMa .010JIOTaMHU, HE3aJIEKHO OJWH BIiJl OJHOTO, —
I'. ne ®pizom, K. Kopencom ta E Uepmakom, 1110 3a104aTKyBaji0 pO3BUTOK HOBOI

010JIOTTYHOI JUCHUAIUTIHUA — TEHETUKH.

2.1.2. XpomMocoMHa Teopisi CIAIKOBOCTI

Kopotka icropisa. lle B XVII croniTTi Oyn0 BHSABIEHO, 10 OpraHi3Mu
CKIIQJIal0Thes 3 KIIITUH, ane jauie B 1831 pori Oyna BiKpuTa HAWTOJIOBHIIIA Yac-
THHA KJIITUHU — KJIITUHHE SpO. 3roJ0M 3'sICyBajiocs, 110 SIAPO MAa€E JOCUTh CKIIa-
Hy OynoBy. B 1848 porii Oynu Briepiiie onvcaHi HAWBaKIUBIII HOTO KOMIIOHCHTH
— XpOMOCOMH, MPOTE X 0COOJUBOCTI Ta (DYHKI[IOHATIBLHE 3HAUYCHHS MOYaid aKTHUB-
HO BuBYaTH Jimie B KiHmi XIX cromiTrs.

XpoOMOCOMH Y KIIITUHAX, 0 HE JTIIATHCS, K IMIPABHUIIO, TOOAYUTH HEMOKJIIH-
Bo. OHak mij 9ac MOAUTY KJIITHH iX YITKO BUAHO SIK TUIBIS XapakTepHOi (hopMu
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(man. 4 ta 5). ITo Mip1 pO3BUTKY Ta BIOCKOHAJIEHHSI MIKPOCKOIIIi CTaJI0 MOKJIUBUM
CIIOCTEpIraTH MOBEIHKY XPOMOCOM Y MPOIIECl YTBOPEHHSI raMeT 1 3aruTiIHCHHS.

Hanpukinmi XIX croniTTs 0ysio onucaHo MOBEAIHKY XPOMOCOM IIiJl Yac Io-
JTy KIIITAH Ta BHSIBJICHO, IO B MPOILIEC] 3aIlliIHEHHS B1IOYBAETHCS 3TUTTS SACP
40JIOBIUOi Ta >XKiHO4Yoi rameT. [li3Himie, Micis MOBTOPHOTO BIIKPHUTTS 3aKOHIB
I'. Mengens, Oyna moMiueHa Bpa)karoua CXOXKICTh MIX Iepeayero MEHJIeNEBUX
(dakTopiB Ta MOBEIIHKOK XPOMOCOM TIij YaCc YTBOPEHHS TaMeT 1 3amutigHeHHs. Ha
M1JICTaB1 IIUX CIIOCTEPEKEHb OYJI0 BUCIOBICHO MPUMYILIEHHS, III0 cCaMe XPOMOCOMU
€ HOCISIMU MEHJEJIEBUX YMHHMKIB criagkoBocTl. Ha moyatky XX cTONITTS Lie npH-
nyiieHHs Onuckyde mniaTBepawiiocs nociinamu T.I'. Moprana 3 kosneramw, siki
chopMyTIOBIM XPOMOCOMHY TEOPII0 CMAJAKOBOCTI. 3TiAHO 3 II€K TEOPI€I0 crai-
KOBICTh IOB’s13aHa 3 T€HAMHU, PO3TAIIOBAHUMH B XpOMOCOMAaxX KIIITUHHUX SAEp Ji-
HIHO, YTBOPIOIOUHU T'PYIU 3UYEIIIICHHS.

OCK1JIbKM XPOMOCOMH € TOJIOBHUM MaTepialibHUM HOCIEM T€HETUYHOI iH(O-
pMartii, ska 0OyMOBIIOE CXOXICTh MK IMOKOJIHHSMHU Ta O10JIOTI1YHY MIHJIUBICTb
OpraHi3aMiB, HEOOX1AHO 3HATH, IO BiIOYBAETHCS 3 XPOMOCOMAMHU IiJl Yac MOALTY
KJTIITHH..

Ioain kiaiTun. B ocranniit uBepti XIX cTomiTTa OyJaM OomMcaHi MPOIIECH,
10 BigOyBalOThCA B s/paxX KIITHH TiJIa OPraHi3My IiJl 4ac HOro poCTy, PO3BUTKY
Ta pereHepailii MOMKO/HKEHUX TKaHWH. Takud TUI MOMTY KIITHH OyB Ha3BaHUM
MITO30M . MiT03 3a0e3neuye 30UIbIIEHHS! KUIBKOCTI COMAaTUYHUX KJIITHH dKUBOTO
Oprasizmy.

Mimo3 — uei Takuil MO KIITHHHOTO spa, IPU SKOMY YTBOPIOIOTHCS JIBa
JOYipHi siipa 3 HaboOpaMH XPOMOCOM, 1IEHTUYHUMHM HaOOpaM MaTE€pPUHCHKOI KIIi-
THHH. Pa3oM 3 moaiyioM sjipa BiqOYBa€eThCS TOJIUT IIUTOTUIA3MHU Ha JB1 PiBHI YacTH-
HU Ta BIIHOBJICHHS KJIIITUHHOT MeMOpanu. (Mai. 4).

[Tpouiec yTBOpEHHsI raMeT CYNPOBOKYETHCS MOAIIIOM KJIITHUH 1HILIOTO THUILY,
SKUH JICTaB Ha3By Me03y. Mei03 3Ha4HOI0 MIpOIO MOIOHUH 10 MITO3Y, ajie MOoro

HacliaKu abcoroTHO BiaMiaHI. (Mair. 5).
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Liermpions

XpomamuH

Maut. 4. Mito3

Hermpions Adepye

XpomamuH

Maun. 5. Meiios

Meiio3 — 11e Tipoliec MOAUTY KIITHHHOTO SiIpa 3 YTBOPEHHSIM YOTHPHOX J0Yi-
PHIX siiep, KOXKHE 3 SKUX MICTUTh YJIBI4l MEHIIIE XpOMOCOM, HI)K MaTepUHCHKE SI1-
po. 3a Meilo3y B fAJipl MATEPUHCHKOI KJIITUHU CIIOYATKY 3A1HCHIOETHCS OJIHOPA30BE
MOJIBOEHHS XPOMOCOM, TICJISI YOTO B1IOYBAETHCS JIBA MOCIIIOBHUX MOUITH XPOMO-
COM — TIepIIui nojia Meiosy (meito3 I) Ta npyruit noain meiosy (meito3 II). Ipo-

TArOM Meio3y I 13 MaTepUHCBHKOTO Spa YTBOPIOETHCS JIBa JTOUIPHI spa, KOKHE 3
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SKUX HECEe BJIBIYl MEHILE XPOMOCOM IOPIBHSAHO 3 MaT€pUHCHKUM spoM. Meiio3 11
noAiOHUMN 10 MITO3y. TaKuM YHHOM, 32 MEHO03Y SIAPO AUTUTHCA JIBi4i, @ XpOMOCOMU
MOJIBOIOIOTHCA TIIBKM OAMH pa3. B pe3ynbTari Takoro mojiiny yTBOPIOETHCS YOTH-
pU KIITHHH, B SIKUX KUIBKICTH XpOMOCOM BJIBIUl MEHINA, HI’K y MaTepUHCHKIN. 3
TaKuX KJIITUH POPMYIOTHCS TaMETH.

Meiio3 3a0e3neuye 30epekeHHS] Y HACTYNHHUX MOKOJIHHSIX BUIIB 13 cTare-
BUM PO3MHOKEHHSIM MOCTIMHOTO YKCIIa XPOMOCOM Y siipax KJIITHH TiJa.

Xpomocomu J0AUHU. JKUTTS Oyab-IKOTO OpraHi3my, /Ui SIKOTO XapakTep-
HUI CTaTeBH CIOCIO PO3ZMHOKEHHS, Y TOMY YHUCII ¥ OpTraHi3My JIIOJUHU, TOYHNHA-
€THCSA 3 MOMEHTY 3JIUTTSI MAaTEPUHCHKOI Ta OATHKIBCHKOI raMeT. Y SIHIEKIITHHI CTi-
JIBKU K XpOMOCOM, SIK 1 B CIIEPMATO300H], 1 BOHH TaKl Xk 3a (pOpMOI0 Ta po3Mipamu,
HE JIMBIITYMCH HA 3HAYHY PI3HUIIO MK YOJIOBIYOKO Ta JKIHOUOIO rameramu. HYucio
XpOMOCOM Yy raMeTax B JIBa pa3d MEHINE, HIXK B KIITHHAX Tija. Y KJIITHHAX Tijia
monuau 46 xpomocoM (23 mapu XpoMOCOM) — 1€ Ouna10ioHuil Habip XPOMOCOM.
BignoBigHo, B cTaTeBUX KIITHHAX iX yABIYl MeHIe, TOOTO 23 — 1ie 2anioionuil
HaO1p XPOMOCOM.

VY TuX KIITHHAX, 3 SKUX OyAyTh YTBOPIOBATHCS raMeTH, MOXKHA CIIOCTepira-
TH XpOMOCOMH, 3TPYNOBaHi B Hapu. XpOMOCOMH, IO CTAHOBJISATH Napy, HA3UBAIOTh
2omonoziynumu . Bonu cxoxi 3a OyJJ0BOIO 1 MICTSTh CIIaJKOBUI MaTepiaj, 110 BU-
3Ha4a€ OAHI M Ti K O3HAKH. BUHSATKOM € JUIIE CTaTeBl XPOMOCOMH, SIKI Y JKIHOK
napHi Ta noJioHi 3a 0y/10BOI0 — X-xpomocomu. Y 4OJIOBIKIB K€ — TUIbKU OJHA X-
xpomocoma. [lapy it cknanae Y-xpomocoma, sixa pasiode BigMiHHA 3a OyJJOBOIO Ta
dbyukiisMu Bl X-xpomocomu. (Mai. 6).

XpOMOCOMHU JIFOJIMHU 3TPyNOBaHi 3a po3MipaMu Ta GOPMOI0, 1 KOKHIN 3 HUX
MPUCBOEHO BIAMOBIAHUIM HOMEp. TakuM YMHOM, XpOMOCOMHUN Ha0ip, a00 Kapio-
THUIl JIOJUHU CKJIAAAa€Thcs 3 22 map ayTocoM, HyMepallisl SIKMX 3pOCTa€e Mo Mipi
3MEHIICHHS 1X JOBXHHH, Ta | mapu crareBUX XpoMmocoM. ['padiune 300paskeHHs

KaplOTUITy Ha3uBa€ThCsA i1orpamoro (Man. 7).
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Mai. 6. XpoMOCOMH 40JIOBiKa

10 mk

1 2 3 4 5 6 7 8 9 10 11 12

I '
13 14 15 16 17 18

19 20 21 22 X Y

Man. 7. Iniorpama XpoMOCOM YOJIOBIKa

PexoMOiHanisi XxpoMocoM y npoueci yTBOpeHHs1 cTaTeBuX KJIiTHH. O/Ha
13 TOMOJIOTIYHUX XPOMOCOM OJiepKaHa JTUTHUHOIO Bij OaThKa, a 1HIA — BiJ MaTepl.
[Ipn yTBOpeHHI ramer y 1ii OpraHi3mMi T'OMOJOTIYHI XPOMOCOMH CIOYATKY
KOH IOTYIOTh (3’€IHYIOThCS) Y HapH, a MOTIM PO3XOJASThCS 10 pi3HUX ramer. Jlyxe
BAXJIMBO, 1110 XPOMOCOMHM KOXXHOI Mapu 3A1MCHIOIOTH 1€l Ipolec He3aJIeKHO BiJl
IHIIMX map. Y pe3yiabTaTi XpOMOCOMH, OJeprKaHl BiJ OaTbKa 1 MaTepi, mepepo3no-
JUISIOTBCS 110 TaMeTax, K1 MPOIyKye 1X HAIaI0K, IIJIKOM BUIMAIKoBO. [Ipu mipomy
B raMeTax yTBOPIOIOTHCS HOBI MOEJIHAHHS XPOMOCOM, BIJIMIHHI Bij THX, IO 1CHY-
BaJii B OATHKIBCHKUX TaMETaXx, 3JUTTS SAKUX JAJIO XKUTTA JaHiil jsroauHi. Taka pe-

KOMOIHAIlI XpOMOCOM Beje 1 10 peKoMOiHaIlli TeHiB, 10 3HAXOJIAThCS B HUX, a
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OT>K€, 10 BAHUKHEHHS HOBUX MO€JHAHb O3HAK 1 30UIbIIIEHHS T€HETUYHOI pi13HOMa-
HiTHOCTI. (Mai. 8).
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Mai. 8. PexoMOiHariss XxpoMocoM

3BepHITh yBary Ha Te, 10 PEKOMOIHAIlisl XpOMOCOM IPU YTBOPEHHI rameT
Harajye pekoMOiHaIlll0 O3HaK 3a JUTIOPUAHOTO CXpEIlyBaHHS Y Jociigax
I'. Menaens. I'. Menaento cripaBai OBE3JIO, IO O3HAKH, SKi BiH BHOpaB ISl BH-
BUEHHSI, 3HAXOJIUIIUCh Y PI3HUX XpoMocoMax. SIkOM 03HAKM BU3HAYAIKCS T'€HAMU,
PO3TAIIOBAaHUMHM B OJIHIH XPOMOCOMI, BOHU 0 TepeaaBaiucs pa3oM, 1 MPUHIUM He-
3aJIEKHOTO YCTIaIKyBaHHS O3HAK HE MPOSIBUBCA 0.

3YensieHHsI Ta KPOCHHTOBeEP. SIKIO IeHH, 0 BU3HAYAIOTh Pl 03HAK, PO3-
TaIllOBaHI B OJIHIM XpoMOCOMI, iX Ha3WBalOTh 3uerieHuMu. [IpoTe He cimijg mymarw,

10 34YCIUICHI M'eHU Ha3aBXKIW TOB’s3aHl OJMH 3 oaHWMM. Hacmpapai mpupopa re-
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penbaumina MexaHi3M, IO JO3BOJISIE MM T€HAM 1HOJI PEeKOMOiIHyBaTH, TpaBia,
SKIIIO BOHU HE AyXe OJM3bKO OJIMH IO OAHOTO PO3TALIOBaHI B XPOMOCOMI.

ITig yac melo3y B Mpolieci KOH IOraiii roMOJOTTYHUX XPOMOCOM CTBOPIO-
IOThCS YMOBH JJI1 BUHUKHEHHS MMOJ1i, KA JicTalla Ha3By Kpocuhzoeepy. Kpocun-

rOBEP MOJIArae B 0OMiHI AUITHKAMH M1 TOMOJIOTIYHUMHU XpoMocoMamH. (Mait. 9).

1 P g

(FameTn)

Mai. 9. PexoMOiHarlisi TeH1B y MPOIECi KPOCUHTOBEPY

3p03yMiNio, 1110 F€HU, IOCTATHBO JAJIEKO PO3TAIIOBAHI OJIUH BiJl OJHOTO, MO-
BHUHHI pEKOMOIHYBaTH 3 O1IBIIOI0 YaCTOTO0, HIXK T€HH, PO3TallloBaH1 OJIMU3BKO.

I'eneTnyHa yHikaabHicTh iHAMBIAA. KpocuHrosep, nopsia 3 He3aleKHOIO
PEKOMOIHAITIEI0 XPOMOCOM TIiJT Yac MeHo03y, I1e OUTbIe Crpuse peKoMOiHaIlii re-
HIB, THM CaMHUM 30UTBIIYIOYM TEHETHYHY PI3HOMAHITHICTH MOTOMCTBA. Y CBOIO
4yepry, reHu MaTepi Ta 0aThbKa JIUIIE THMYACOBO MOEIHYIOTHCSL B OpraHi3Mi Hamlai-
Ka, 00 IMOTIM 3HOBY PO3INUTHCS B MOr0 TamMeTax 1 JIaTH HOBI IMO€THAHHS T'CHIB Y
WOro AITAX 1 T...

Pexomobinayia € OCHOBHUM JIPKEPEIIOM I'€HETUYHOI MIHJIMBOCTI KUBUX Opra-
Hi3MiB. Lle sBuUIe HACTUIBKK 3HAYHE, IO CEepeI JI0JICH MPAaKTUYHO HEMA€E JIBOX T'e-
HETUYHO OJIHAKOBUX OCOOWH 3a BUKIIIOUEHHSM, 3BUYAHHO, CIIPABXKHIX (MOHO3UIO-
THUX, a00 OJTHOSIHIIEBHUX) ONHM3HIOKIB, SIKIi HECYTh OJHAKOBUHN HaOIp TeHIB. YUeHi

. . 47 .
MipaxyBaiu, M0 YUCI0 MOXKJIUMBHUX MOEAHAHB T€HIB JIIOJUHU ckianae 310", Tomi
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. . . : : . 10
SIK KUIBKICTB JIFOJIEH, SIK1 JKHJIM Ha 3€MIIl 3a BCIO 1CTOPIKO JIKOJICTBA cKiagae 7-10°,
TOOTO Ha JCCATKH MOPSAKIB MeHIe. ToMy Ha 3eMHINA KyJi MPaKTUYHO HIKOJIU HE

OyJo, HEMae 1 He Moxe OyTH 0ojail 1BOX JIOAEH 3 OJJHAKOBUM HaOOPOM TI'EHIB.

2.1.3. OcHOBHM MOJICKYJISIPHOI T€HETUKH

MarepianbHuii Hocili cmagkoBocTi. /[ Toro, mo0 3a1HCHIOBAIUCS OIH-
CaHl BHUILE MTPOLIECH, XPOMOCOMHA PEUOBHHA MOBUHHA MATH JIB1 BIACTHUBOCTI — 3/1a-
THICTh 1O TOYHOTO MTOJIBOEHHS Ta (POPMYBaHHS BEJIMYE3HOI PI3HOMAHITHOCTI I'€HIB,
K1 ICHYIOTb Y IPUPOSII.

VY cepenuni XX cromiTts Oys0o JOBEIEHO, 10 HOCIEM T€HETUYHOI iHpOopMa-
ii € nezokcupudonykieinona kucinora (JHK) — opraniyHa croiyka, sKa pa3oM 3
OLIKOM CKJIaJIa€ TLJI0 XPOMOCOMH.

JIHK Mae nanito;kkoBy MOJEKYISIpHY OYyIOBY, 110 3a0e3Ieuye 31aTHICTh J10
MOJIBOEHHA Ta J0 YTBOPEHHs O€3J114l TUIIB CIOJy4YEeHb Ii €JIEMEHTApPHUX OJIMHUILIb
— HyKieomudie. Ko>xXHUIM HYKIIEOTH CKIIAJIA€ThCA 3 TPhOX YaCTHH: a30THCTOI OC-
HOBH (), BYTJICBOAHOTO KOMITIOHEHTY (n1e30Kkcupr6o3u — /) Ta 3amumiky ¢gocdop-

Ho1 kucyiotu (@). (Mai. 10).

Mazn. 10. bynoBa okpemMoro HykjaeoTHay (Bropi)
Ta (pparMeHTy oauHapHoro daHiroxka JJHK

VY nanmroxky JJTHK okpemi HyKJI€OTHIM CIIOTYYeH] OJUH 3 OIHUM depes do-
c(hopHY KHUCIIOTY MIIHUM XIMIYHUM 3B'si3KOM. ByrieBoguuii tTa gpochopHuit Kom-
MNOHEHTH Y BCIX HYKJICOTHIIB OJIHAKOBI, aJlé OCHOB € YOTUPH THUIIM: aJI€HIH, IUTO-
3WH, TYaHiH Ta TUMiH. [|J1s 3amUCy TeHETHYHOTO KOAY iX MO3Ha4aloTh OyKBaMu A,
II, I' 1 T BiaNOBIIHO.

39



Man. 11. Mogens 6ynoBu JIHK (3a ®@. Yorconom Ta JIx. Kpikom)

Mai. 12. Ximiuna 6ynosa monekynu JJHK:

T — tumin, I' — ryanin, I — nuro3us,

@ — 3anmumok ¢gocpopHoi kucnoTH, 1 — nezokcupudosa

A — azeHiH,
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Monekyna JIHK yTBOpeHa He OJHHMM, a JBOMAa TAaKHUMH JIAHI[IOKKAMHU, SIK1
3’€THYIOThCS MK CO00I0 CIA0KMMH BOJHEBUMHU 3B’ sI3KaMU yepe3 ocHOBU. OCHOBU
napy MaIxoasaTh OAUH JI0 OJHOTO, SK K04 10 3aMKa. [Ipu 1ipoMy aneHiH 3aBXau
napyeThes 3 TUMIHOM, a TyaHiH 3 uTo3uHoM. (Mad. 11 ta 12).

3aBasKU Takiii KOMIUIEMEHTapHIN (JOMOBHIOBAIBHIN) OyAOBI I IMOJBIMHA
MOJIEKYJIa 3/1aTHA TOYHO BIATBOPIOBATHU ce0€, yTBOPIOKOYH 1IEHTHYHI MOBIMHI MO-
nexynu. [lepen monBoennsm JIHK crmaGki BogHEB1 3B’ SI3KHU MiK OCHOBAMH PBYThHCS
1 1Bl HAIIBMOJIEKYJIM PO3XOJAThCA, K 3acTiOka-OnuckaBka. [licist nboro Ha Kox-
HIi 3 HUX JOOYJOBY€THCS HOBA KOMIUIEMEHTapHA MOJOBUHKA, BHACIIJOK 4YOIO
yTBOpro€eThes AB1 HOB1 Mosiekyinu JIHK, abcomoTHO i1eHTHYHI ToyaTkoBii. OqHa 3
HUX Ma€ CTapy «IpaBy» CTOPOHY 1 HOBY «JIIBY», a 1HILIA, HABMAKU, — CTAPy «IIBY»

Ta HOBY «11paBy». (Mai. 13).

Kapkac iz desoxcupubosi
ma 3anuwKy

ghocgpoprot

KoMnnemenmapHi MaHUIomKL
poaxodamecs

:Aoeum -
:(ryanm :> r
D Tumin :) :
D Liumo3aun : C

| ( i

BinbHi Hykneomudu
poaMiliyomscs 3a
gldnoeidHum nopadxkom ezdoax

gidKkpumLX NaHuoxKie

Mine HosuML cyCidriMU
ocHosamu dobydoayembca
Kapkac, eHacnidoK yozo
ymeopioembea dai
decnaHuoxkoal Monekynu JHK

Man. 13. [logsoenns JJHK (3a @. Yorconom Ta JIx. Kpikom)
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[ToTpiOHO mam’ATaTy, 1O L€ JHIIE MOJAEIb 1 0 B AIMCHOCTI LEed mpouec
B110yBa€ThCs HAbaraTo CKJIaJHIIIE.

Ockinbku ocHoBH B MoJiekyJii JIHK posramoBani siHiHHO (0/1Ha 32 OJHOIO)
YHUCJIO PI3HUX KOMOIHAIIM iX B3a€EMHOTO PO3TalllyBaHHS IMPAKTUYHO HEOOMEKEHE,
X04Ya OCHOB ycboro uotupu. Hanpuknan, skimo oauH red mictuTh 500 oCHOB, TO
YHUCJIO MOMKJIMBUX CHOCO0IB iX po3tamryBanHs ckiajge 4500. Taka komOiHaTUBHA
BJIACTUBICTD 3a0€3Meuye 1ICHyBaHHS BEJIMKOI KITbKOCTI piI3HOMAaHITHUX TEHIB.

JIHK 3HaxoauThbcsl B XpOMOCOMAaxX pa3oM 3 OUIKaMu (FiICTOHOBHUMH Ta HeETic-
TOHOBUMHU) Ta HEBeNUKOI KiIbKicTi0O PHK. ¥V KoXHII XpoMOCOM1 MICTUTBCS JIMILIE
onna monekyna JIHK. Ilig yac moaisly KJIITHHU XPOMOCOMHU 3HAYHO YKOPOUYIOTh-
s, TOTOBUIYIOTHCS 1 CTalOTh BUAMMUMH Mija MikpockomnoM. Ile BinOyBaeThCcsl BHa-

ciiok OaraTopiBHeBoi cripanizamnii monekynu JTHK. (Man. 14).

EnementapHa cibpuna

K AHK

Binku

Man. 14. Cxematuyna 0y10Ba XpOMOCOMU

I'en Ta iioro ocHoBHa (ynkuis. CyyacHiii reHeruii 0araTo BiIOMO TPO
OyoBy xpomocoM, npo cTpykrypy Ta ¢pynkuii JIHK, ane BoHa Bce mie Hecripomo-
JKHA JTATU TOYHE BU3HAYCHHS TeHa. HallOo1IbIn po3MOBCIOKEHE CydacHe YSBICHHS
CTBEPJIXKYE, 0 2eH — 11¢ HEBEIMKA JIIJITHKA XPOMOCOMH, [0 BUKOHYE IMEBHY 0i0-
XIMIYHY (QYHKIIIO Ta 3/1MCHIOE crielU(IYHUI BILUIUB HA CTPYKTYpPHI, (1310JI0T14HI
Ta 610XIMIYHI BJACTUBOCTI OpraHizMmy. bioxiMiuHa (QyHKIIiS Te€HA MOJSTAE y TOMY,
10 BiH 00YMOBIJIFOE CUHTE3 MIEBHOTO (hepMeHTY. Depmenmu — 1€ 0coOIUB1 OLIKH,

SK1 B KUBUX KIITHHAX BIAITPalOTh POJb Ol1OJIOTTYHMX KaTadi3aTopiB. 3a JOIOMO-
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roto (epMEHTIB 3IHCHIOIOTHCA BCl 010XiMIYHI peakiii 0OMiHy PEYOBHH Ta €HEeprii
B )KMBUX OpraHizmax. BusiBuwiiocs, 1o TeéHu MICTATh iH(OpMaIlito mpo MOCIiI0B-
HICTh aMIHOKUCIIOT Y MOJIEKyJaxX «IepBUHHUX OUIKIB» — noninentuais. Iloninen-
muou SBISIOTH COOOIO JIAHITIOKKHU 13 aMIHOKHCIIOT, KUTBKICTh SIKUX Bapiro€ Bifg 6
10 KUIBKOX JECATKIB. I3 mMeBHOI KUILKOCTI BIAMOBIAHUX ITOJINENTHAIB 32 JTOIIOMO-
rOI0 0COONIMBUX (PEPMEHTIB CHHTETA3 YTBOPIOETHCSI MOJIEKYJa TOTO UM 1HIIOTO Oi-
ka. Kpim Toro, okpemi momnenTuan B OpraHi3Mi MOXKyTh BUKOHYBaTH (PYHKIIii ro-
PMOHIB, O10JIOT1YHO aKTUBHUX PEYOBHUH, AaHTUO1OTHKIB TOLIO.

I'enernunuii koa. Bigomo, mo no ckiany 6inka BxoauTh 20 pi3HHX aMiHO-
KucJIoT, a TumB ocHoB JIHK — Bcworo 4. SIkum ke unHOM 1H(opMarlis mpo moci-
JOBHICTh OCHOB y MouiekyJi JIHK neperBoproeTbcs B MOCHITOBHICTh aMIHOKUCIIOT
y MoJieKyi 6ika? BusiBuiocs, o 1m0 yMOBY HalKpaile 3aJ0BOJIbHSE KOTYBaHHS
OJIHI€1 aMIHOKUCIIOTH TpbOMa OCHOBaMH. DYHKI[IOHAJIbHA TE€HETHYHA OJUHULSA 13
TPHOX OCHOB JIiCTaJla Ha3BY mpunemy, adbo koooHna. | cripaBmi, konu 0 ogHA ami-
HOKHCJIOTa KOAYBajlacsi IBOMa OCHOBAMHM, TO 1€ O J1ajo 3MOTy BKJIIOUHUTH B MOJIE-
Kyldy OUIKa BChOTO TUIBKH 16 pi3HMX aMiHOKHUCIOT 13 20. 3anexHICTb HNOPAIKY
pO3TalIyBaHHsI aMiHOKHCIOT y MOJIEKyJaxX MOJINENTHAIB BiJ TOPSAIKY PO3Tallly-
BaHHA TpuIUieTiB ocHOB y Mousekyn JIHK HasuBaeTbcs cememuunum kooom.
(Tabn 1).

Tabmn. 1. 'enernunnii kox 1Hopmariinoi PHK

Hpyra ocHOBa
vy I A r

\2'A% iy YAY Iy \Y
3 den Tup uc s
S |v| vy VI | cep | YALL VI n| g
o) Q
= VYA VLA VAA VTA | Tepm | A ;
S Jlen Tepm 2
= yvyr Yr YA YIT | Tpu | I' | =

vy Ly LAY ary Y

I'c
oyl L HALL LI'L{ L
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| OYA | Jeit | HUA | IIpo | LIAA OTA | Apr | A
'y
yr L AT arr I
AVY ALY AAY ATY v
AcH Cep
A| AVIL| Uleir | ALLL| Tpe | AALL AT il
AYA AlIA AAA ATA A
JIi3 Apr
AYT | Mer | ALl AAT AIT r
vy oy Ay ITy v
Acn
r| TYW | Bax | T | Apa | TAL T | 1 | 1O
I'VA I'HA I'AA ITA A
I'ny
ryr rar I'AT I'Tr r

ITpumimka. I'enernunnii ko JJHK MicTuTh KOMIUIEMEHTAapHI OCHOBH, a Y 3aMiHEHUH y
HboMYy Ha T.

Tepm — TepMiHATOp (CTOM-KOJOH); OCHOBU: A — aneHiH, [ — ryadiH, T — TumiH, [] — 1iuTo-
3MH, ¥ — ypauuil; aMiHOKHUCIIOTH: Aa — anaHiH, Ape — apriHiH, Acu — acnaparid, Acn — acnapa-
riHOBa KUCIIOTa, Ban — BamiH, [ ic — rictuauH, [ 1i — TinuH, [ 1y — rmotaMid, L/leti — i300eHIuH,
Jleu — neiuun, JIiz — mizuH, Mem — MeTioHiH, /Ipo — nponin, Cep — cepus, Tup — TUpo3uH, Tpe —
TpeoHiH, Tpu — tpunrtodan, Pexn — dheHnanaHit, [fuc — MUCTEIH.

61 KomOH BH3HAYa€ BIAMOBIAHI aMIHOKHCJIOTH, 1 BCl aMIHOKHCIIOTH, 3a BUKIIOUYEHHIM
Tpuntoany Ta METIOHIHY, KOAYIOThCS KilbkoMa KooHaMu. KoJTOHU-CHHOHIMH 3BUYAfHO yTBO-

PIOIOTH IPYIH, B SIKUX J[BI NIEPIL1 OCHOBHU B KOJIOHI € 3araJlbHUMHU, a TPETS — BapIIOE.

['enetuunwmii KoJ € yHigepcanvnum, 60 B yCix )KMBHX OpPTaHi3MiB OJHI U Ti K
aMIHOKUCIIOTH KOJYIOThCS OJHUMHU M TUMHU X Tpuruieramu. llikaBo, mo mneBHa
aMIHOKHUCJIOTa MO€E KOJIyBAaTHUCS OLIbII HIK OJTHUM TPUILIETOM. 3rajiaiiTe, 110 Yu-
CJI0 MOXKJIMBHX TPHUIUIETIB 64, a uncno amiHokucioT 20. Kpim Toro, koa He mepe-
KPUBAETHCA, TOOTO KOKHA OCHOBA MOKE HaJIEKaTH TIILKU OJTHOMY TPHUIUIETY

MexaHni3m cuHTe3y OUIKIB (MOMINENTHU/IB) Y KIITHHI HAJA3BUYAMHO CKIa-
HUl. BiH BUMarae ydacti 1HIIOTO BUAY HYKJIEIHOBHX KHUCIOT — PUOOHYKJIEIHOBOI

kuciotu (PHK) Tta ocobmuBux KIiTHHHUX opranen — pudbocom. (Mai. 15).
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Pubocoma

CuxmesosaHull noninemmud

TEER G — ik

Pubocoma 3 Mampuueto, 8inbHo0
0AR HaCmynHo20 CUHMesy
noninenmudy

®

Man. 15. Cxema O10CMHTE3Y MOMINENTHAY

CyuacHi MOJEKYJISIPHO-TEHETUYH1 JAOCIIKEHHS MMoKa3aiy, 1o OyaoBa reHa
Ta MPUHITUI 3YUTYBaHHA 1H(OpMaIii i CUHTE3y O1Ka y €yKapioTiB (OpraHi3MiB,
KJIITUHU SKUX MalOTh CIPAaBXKHE SAPO) BIAPIZHIETHCS BlJ TAKOrO y MPOKApIOTIB
(OHOKJITUHHUX OpPraHi3MiB, SKI MO30aBJICHI CIIPABKHBOTO s11pa). BusBunocs, 1mo
TeHU €yKapiOTiB MICTATh SIK KOJOBaHI1 JUISIHKH, SIKI HECYTh 1H(OpMaIito sl CUH-
Te3y crenudigaoro Oinka (BoHM OysiM Ha3BaHI €K30HAMM), TaK 1 HEKOJOBaH1 (Ha-
3BaHl 1HTpoHaMH). [IprudoMy, HEKOJIOBaHUX JIUISHOK MOKe OyTH B JIEKIJIbKa pa3iB
OunbIIe, HIK KoJoBaHUX. A y moauHu 3 yciei renetnunoi JIHK numie 6mu3bko 5%
CKJIQJIal0Th KOJIOBAH1 JUISTHKH.

3aBsKu Takii OyJI0B1 OJMH 1 TOM K€ T'eH eyKapioTiB MOXe HeCTH 1HpopMa-

110 [ KOJYyBaHHS HE OJAHOrO MOJIMENTUAY, SIK Y MPOKapioTiB, a, 3aJIEKHO BiJl
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cnenuQpiky TKaHUHU, B SKi BOHU (PYHKIIOHYIOTh, — BEJIMKOI KUIBKOCTI PI3HUX MO-
ninentuaiB. Hanpuknana, neski reHM MOXKYTb HECTH KOJ JUIsl cuHTe3y Maiixke 40
TUC. modinentuiB. Lle mocaraeTses 3a paXyHOK 3MiHU MOPSAIKY 3UUTYBaHHS KOJO-
BaHMX AUISHOK TeHa. I[ikaBo, 10 y JIOJWHU, 32 CydYacHHUMHU JaHUMH, 74% TeHIB

IpanrrTh CaMC 3a TAKUM ITPUHIOUIIOM.

2.1.4. I'enn B xpomMocomax

Sk B110MO 3 XpOMOCOMHOI T€Opli CIaJKOBOCTI, FEHH B XpOMOCOMAaxX po3Ta-
HIOBYIOThCS JIiHIHHO. Miclie B XpOMOCOMI, /i€ 3HaXOIUThCS JAHUMN T'€H, HA3UBA€Th-
csl 10Kycom 1boro reHa. [IeBHuil J0Kyc MosKe 3aiiMaTH Juile oaHa 3 popM 0HOTO
W TOrO X reHa — JIOMIHaHTHA, PEIleCUBHA a00 iHmIA. Taki pi3HI CTaHU T'eHa Ha3U-
BAIOTLCS anesiamu . JIas OLIBIIOCTI TeHIB B1OMI JIUIIE ABA ajielll — 0OMIHAHMHUIL
Ta peyecugHuil. Aie 4acTo Ma€ MICLE TaK 3BaHUN MHOMCUHHUIL aneni3m, KOJIH ic-
HYE€ 11J1a HU3Ka CTaHI1B MEBHOIO I'eHa.

HailinpocTiiuM OpUKIaoM MHOXUHHOTO ajieli3My MOXke OyTH YCHaJKy-
BaHHS I'PyH KPOBI y JIIOAMHHU 3a cucTeMoto AB0. KoxHa sitoinHa Ma€e OJHy 3 4OTH-
PBOX TPYH KPOBI, SIKI 3yMOBJICHI B3aEMO/JII€I0 TPHOX MHOKMHHUX aJeJie OJTHOTO i
TOr'O X I'eHa — IA, PP ral’ Aneni I ta IP ¢ JIOMIHAHTHUMH, a I - PELIECUBHUM.
Huxde mogani Tpymnu KpoBi Ta CIIOTYUYEHHS Map ajieiel, skl iX BU3HA4YaloTh.

I, abo 0 — I'0;

I, abo A -I'IF, 'L,
I, a6o B - I°PF, I° I,
IV, a6o AB — I I

VY Bunazaky IV rpynu kpoBi JOMiHYBaHHS TOTO YH 1HIIOTO aJIeJisi HE CIIOCTE-
piraerbcsi, ajne BIACYTHIM 1 mpoMixkuuil edekt. KpoB 1€l rpynu ogHOYaCHO POSB-
nse o3Haku Il ra III rpymm.

Aneni reHa, po3TalioBaHi B TOTOXKHUX JIOKyCaX TOMOJIOTTYHHX XPOMOCOM,
MOXYTh OyTH OAHAKOBUMHU — JIOMiIHAaHTHUMHU (AA) abo peuecuBHumu (aa) Taxe

CIIOJIyYEHHSI MMapH ajejedl OJIHOrO0 IeHa HAa3UBAETHCS 20MO3U20MHUM. SIKIO TeH
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MIPEICTABIICHUN IBOMA PI3HUMH anensimMu (Aa), To Takuii cTaH Oyze cemeposuzo-

MHUM.

2.1.5. Myraunii

I'enni myTanii. Xouda permikamis (moaBoenns) JIHK mix gac meiiosy abo
MITO3y BIIOYBAIOTHCA 3 JOCHUTH BEIMKOI TOYHICTIO, Yac BIJ 4acy TPaIuISIFOTHCA
MOMUJIKM, SKI TPU3BOMAATH JO 3MIHHM TOCHIAOBHOCTI HYKJICOTHIIB y JIAHIFOKKY
JHK. Take siBullle Ha3UBA€ThCS Mymauyicto rena. Myrailisi Moxke OyTH cipUYHUHe-
Ha 3aMIHOI0 OJHIET Mapy OCHOB Ha 1HIIY, a TaKOXX BTPATOI0 HYKJIEOTHIIIB UM TIO-
SIBOIO OJJHOTO 200 KIIBKOX HOBUX HYKJICOTHU[IB. Bibll cyTTeBI HaCHiAKU OyIyTh Yy
BUIIAJIKy BTpaTH a00 MOSBU HYKJICOTUIB. TOAl MOPAIOK MPOUYUTAHHS TPHUILIETIB
HEMHUHYYE 3COBYETHCSI HA OJIHY-/IBI OCHOBHU BIPaBO a00 BJIiBO, BHACIHIIOK YOTO Te-
HETUYHHUH KOJ 3YMTYETHCS HEMPABWIBHO. SIKIO BUMaAM 9 JOOABUIIMCH OJTHOYAC-
HO TPU OCHOBH, TO 3MIHU TOPKHYTHCS JIMILIE OAHIET aMIHOKUCIIOTH, a pelITa JIaH-
III0KKa 3aJTUIIUTHCS HOPMATBHOIO.

['enni myTariii, 10 BUHUKAIOTh y TaMeTax, CIPaBJISIOTh HA OPraHi3M Pi3HO-
MaHITHUH BIUIMB. BiNbIIICTh 13 HUX € JiemanvHumu (CMEPTEIBHUMU), OCKUIBKU
BUKJIMKAIOTh JYXK€ CEpHO3HI MOPYIICHHS PO3BUTKY. Bimomo, Hampwkiam, 1Mo Y
moauHu 0mr3bko 20% BariTHOCTEH 3aKIHYYIOTHCS MPUPOJHUM BUKHHEM IPOTSI-
roMm 12 THXHIB 3 MOMEHTY 3a4atTs, 1 OJIM3bKO MOJIOBUHU 1IMX BUIAJKIB CIIPUUYUHE-
Hl TEHHUMH MYTalLisIMU. .

[lepeBakHa OIIBIIICTh TEHHUX MYTAIllll peuecueéna 1O BIIHOUICHHIO 10
"HopMmanbpHOrO" anesns. Maiike BCl BOHM IIKIJIJIMBI JJ1s1 OpraHi3My, 00 BUKIMKAIOTh
GbyHKIIOHATBHI Ta CTPYKTYpHI MOPYUIEHHS, IO MPHU3BOJATH /10 3aXBOPIOBAHHS,
K€ MOKE 3aKIHUYUTHUCS cMepTIo. PeriecBHA MyTalisi MPOSIBUTHCS JIMILE TOAL, KOJIH
B TCHOMI OpTaHi3My JIBa MyTaHTHUX aJiejis TeHa CKIIaTyTh TOMOJIOTIUYHY mapy. [H-
KOJIM BUHUKAIOTH 1 JIOMIHAHTHI MyTaHTHI aJIelli, sIK1 IPOSIBIISIOTLCA Bijpasy. Jlomi-
HAHTHI1 MyTallii TeX MOXYTb OyTH IIKIJJIMBUMHU.

Myrarii, mo BigOyBarOTbCS B COMATHYHHUX KJIITHHAX, MEPEAAIOTHCS JIUIIE
TUM KJIITHHaM, SIKI YTBOPIOIOTHCS 3 KIITUHU-MYTAHTA MIJISAXOM MiTO3y. BoHu Mo-
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XKYTh TIPOSBUTHCS JIUIIIE B TOMY OpPTraHi3MOBi, /I¢ BOHU BUHHUKJIHU, 1 TOTOMCTBY HE
nepe1atoThCsl.

XpomocomHui adepamii. [lix yac meito3y B mporeci KOH oraiii ToMoJIoriy-
HUX XPOMOCOM MOXKE€ TPAIMUTHUCS MOPYIICHHS HOPMAIbHOI peKOMOiHAIlll, BHACITI-
JIOK 4YOTO 3’SIBJISIIOTHCSI FaMETH 3 TMOUIKOPKEHHUMH XpoMocoMaMu. Taki IMOIIKO-
JUKEHHSI Ha3WBAKOTHCS XPOMOCOMHHMMHM a0epauisiMu. Bizoma nijga HM3Ka XpOMOCO-
MHUX abepariif — iHBepcii, aenemnii, AyruIikaiii, Tpanciaokaiii ta inui. Ineepcieio
HA3MBA€THCSA 0OEPTAHHA OKpeMoi AinsHkn xpomocomu Ha 180°. Brparta nesHoi 1i-
JSTHKH XPOMOCOMH — LI deJieyia , a TIOABOEHHS — dynJikayisa . [HKOIM Mae Mmicue
OOMIH JIJITHKAMH MK HETOMOJIOTITYHUMH XpoMocoMaMmH. Taka XpoMocoMHa abe-
parisi [icTana Ha3By MPaAHCI0Kayil .

Oxpim nepeOy1oB y MexXax OKPEMHUX XPOMOCOM, TPAIUIAIOThCS BUIIAJAKU He-
PO3XOJKEHHSI OKPEMHUX XPOMOCOM IIiJ] yac Meio3y. Lle npusBoauTs 10 TOTO, 1110 B
AKIACh raMeTl MOXE HE BUCTayaTH OKpeMoi XpomocoMu abo OyTu 3aiiBa. Biib-
IIICTh TAKUX MOPYIICHb BEJE 10 3aru0eri mIoay Iie Ha paHHIX CTaisX PO3BUTKY.
[IpoTe 1HKOIM MPU ILOMY HAPOKYIOThCS X04a 1 KUTTE3AaTHI OCOOMHHU, ajle 3 Ts-
KKUMH TTOPYIIEHHAMH (P13MYHOTO Ta TICUXIYHOTO PO3BUTKY.

XpomocomH1 abepariii, K 1 TeHHI MyTaIllii, MOXXyTb IPU3BOJUTH JO PI3HO-

MaHITHUX NOPYIIEHb PO3BUTKY OPTraHi3My aXX [0 JIETaJIbHOI'O KIHILIS.

2.1.6. I'eHeT4HA piBHOBAara B NOMYJIsAALIAX

VY nonepenHboMy Matepiaii HIia MOBa MPO 3aKOHOMIPHOCTI yCHaAKyBaHHS
SKICHUX O3HAK y MeXaX KUIbKOX MOKOJIHb OAHIET Mapu 0aThbKiBCbKUX 0coOMH. Te-
nep HamuM o0'ekToM aHani3zy Oyzae nomyunsmis. Ilonyaayia — e CyKyInHICTh OCO-
OWH OJIHOTO BUY, SIKa TPUBAJIUM yac 3aiiMae MEeBHUN MPOCTIP Ta BIATBOPIOE cede
IPOTATOM 3HAYHOI K1JIbKOCTI TOKOJIIHb.

JIist yCBITIOMIJIEHHSI TEHETUYHUX MPOILIECIB Y MOMYJIAIii, sIKI BU3HAYAIOTHCS
OJIHIEI0 TApo0 ajesei, Po3rITHEMO MPOCTY MOJIENb YCHaJKyBaHHS T'PYI KpOBI
JIOJIUHM 3a cucteMoro MN. I'pyna KpoBi 3a M€ CHCTEMOIO BU3HAYAETHCS JIBOMA
anensvu LM ta LY , K1 YCITaJIKOBYIOThCSI HE3aJIe)KHO BiJ ayieneld I 3a cuCcTeMoro
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ABO. Tomosuroru LYLY matots rpyny kposi M, romosuroru LYL™ — rpyny kposi
N, a retepo3uroTu ML - rpyiy kpoBi MN.

VYsBUMO c001 3aMKHYTY JIFOICHKY MOMYJISLII0, B SIKIH € IEBHA KIJIbKICTh aJie-
neit LY ta L". YacToTa HasBHOCTI KOXHOTO 3 LUX alelieil MOXe MaTH pi3Hi 3Ha-
yeHHs1 B Mexkax Big 0 go 100%. B ognomy Bumangky Bces MOMYJISAIIS MOXe OyTu
npescrasiena tinbku romosurotamu LYLY y inmomy — romosuroramu LYLY. He
Bukmtouero, mo anemi LY ta LV y momymsuii npencrasieni mopieHy, i gactora
KOXKHOTO 3 HUX OyJne nopisHtoBatu 50%, a6o 0,5.

Moxe Takoxx OyTH, 110 B NOMYJISALII MPEACTaBIEH] BCl TPU THUIU NOEIHAHb
ajieNiel, a yacToTa HasiBHOCT1 KoxHOro anens ckianae 0,5 (50%). 3po3ymino, mo B
TaKiil momyJssilii 3 piBHOIO BIPOT1IHICTIO OYIyTh YTBOPIOBATHUCS TAMETH 3 ajelieM
L™ (0,5) ta rameru 3 anenem L" (0,5). SIkuio nuto6u B momyssuii BixGyBaoThes
BUIIaJIKOBO, TO MU MOXKEMO CKopucTaTucs pemriTkoro [lennera, mob y3HaTH 4dac-
TOTY YTBOPEHHSI TOMO3UIOT 1 T€T€PO3UTOT Y HACTYITHOMY ITOKOJIIHHI (3HaYEHHS Ya-

CTOT IEPEeMHOXYIOThCA). (Taom. 2).

Tabmn. 2. YacroTtu aneneit rpymn KpoBi 3a cuctreMoro MN 'y nomysiii

Kinoui ramern

0,5 LY 0,5L"

Yonoeiui | 0,5 LM | 0,25 LYL™ | 0,25 LMLY
raMcTu

0,5L" | 0,25 LML | 0,25 LLY

BusBuitocst, mo 4acroru Hassrocti romosuror (LYLY ta LYL™) y namiit
monysnii ck1agaoTs mo 0,25, Toxi sk yactora HaseHocti rereposurot (LYLY) y
nBa pasu suie — 0,5. YactoTu x HasBHOCTI Koxuoro anens (LY ta L) 6GynyTs, sk
1 10 1boro, ogHakoBuMu — 1o 0,5. BianoBiHO B HACTYIMHOMY IOKOJIIHHI I€T TI0-
nysii (F5), 3a yMoBH 30epeXeHHST BUIAIKOBOCTI MITIO0IB, OyAyTh 3HOBY OJEp-

’KaH1 T1 K CITIBBIIHOIIIEHHS.

49



3BUYAIHO, B MOMYJISLISAX CHOCTEPIralOThCs caml Pi3HI YACTOTH HAasBHOCTI
anenei. JIo TOoro >k Mk ajnel MU T'€Ha MOXKYTh ICHYBAaTH JIOMIHAaHTHO-PELIECUBHI
BIJIHOIIIEHHS 1 TOJ1 F€TEPO3UTOTH 3a 30BHIIIHIM MPOSBOM O3HAKU MOXXYTb CITiBIIa-
aTH 3 JOMIHAHTHUMH T'OMO3HTOTaMHU. 3a TaKUX OOCTaBMH 4aCTOTH HASABHOCTI ca-
MOT O3HaKM HE CIIBMAJATUMYTh 3 YACTOTAMH HAsIBHOCTI TOMO3UTOT 1 T€TEPO3UTOT.

PosrnsiHeMo e Ha Mozen JIOACHKIA MOMyJIALIl 3 YCHaAKyBaHHIM (OpMHU
BoJsioccsi. KydepsiBe BosiocCsl € TOMIHAHTHOIO O3HAKOIO, a MPSME — PELECUBHOIO.
[TozHauuMo anenb, sika BU3HA4YA€ KydepsBe Bojoccs JiTeporo H, a anenb npsMoro
Bosioccst — h. Toai romo3urotHi ocoOunu 3a gominantHum anenem (HH) Ta rerte-
po3urotHi ocoounu (Hh) MaTuMyTh KydepsiBe BOJIOCCS, 2 TOMO3UTOTHI OCOOMHU 3a
peuecuBHUM aineneM (hh) — npsime.

Hexail ananizoBaHa HaMH TOIYJISAIS € 130JbOBAHOIO, IUTFOOM B HiMl BiIOY-
BaIOThCSl BUIIAJKOBO, & YACTOTH HasgBHOCTI ajneneil H Ta h BIAMOBIAHO CKIAJaOTh
0,1 ta 0,9. 3BMuYaiiHO YaCTOTH raMer, sIKl HECYTh Ll ajenl, OyayTh BIAIOBIJHO Ta-
KHMHU K. 3HOBY 3a JOIOMOro0 pemitku [lenHeTa BU3HAUMMO 4acTOTy PI3HUX IO-

eaHaHb anenei B mokojinHi F;. (Tabm. 3).

Tab6mn. 3. Yacroru anesneit GopMu BOJIOCCS y TOMYJISAIIT

JKi"oul rameTu

0,1 H 0,9 h

Yomogiui | 0,1 H | 0,01 HH | 0,09 Hh
rameTu

0,9 h 0,09 Hh | 0,81 hh

TakuM 4MHOM, y TOKOJIIHHI F; 4aCTOTH TOMO3UTOT 1 T€TepO3UroT OyayTh
HACTYITHUMU:

HH — 0,1°=0,01; Hh — 2-0,1-0,9=0,18; hh — 0,9°=0,81.

3BEpHITH yBary Ha Te, 10 CyMa IIUX 4acToT ckianae oguuuio (0,01 + 0,18

+ 0,81). Akio BU3HAYUTH 4aCTOTY HASIBHOCTI camMoOi O3HAKHU, TO BUSBUTKLCS, IO B
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JaH1{ TOMyJIsAUli KUIBKICTB JIFOAEH 3 KydepsiBUM BojoccsM cknanae 19%, a 3 nps-
MuM — 81%.

Tenep nmouikaBuMocs, siKi TaMeTH Oyje MpoJyKyBaTh HOBE MOKOJIHHA? ['0-
mozurotu HH naBatumMyTh nuiiie rametu 3 anenem H, rereposurotu Hh — Bipori-
JTHO OJIHAKOBY KIJIBKICTH rameT 3 aneneM H 1 anenem h, a roMo3urotu hh nuiie
rameTu 3 anejieM h. TakuM 9YMHOM, 9aCTOTH HAasIBHOCTI rameT 3 aneiem H 1 ajneieM
h GynyTh HACTYITHUMH:

H — 0,01 +1/2-0,18=0,10; h — 081+1/2-0,18=0,90

Buxonuth, 1m0 CHIBBIJHONIEHHS YacTOT ajeliel y 3aMKHEH1d MOMmyJiALii 3a
YMOBHU BHMAJKOBOCTI NUTKO0IB 30€piraeThCsi 1 B HaCTynmHOMY MokoJiHHI. [0 3ako-
HOMIPHICTh MOKHA 3allMCaTHU Yy BUIJAAlI OykBeHHMX BHpa3iB. Komu Mu nmo3Haunmo
YacTOTU ajelied JIiTepaMu p Ta ¢, TO 3MOKEMO 3alHCaTH, M0 B MOy
p +¢q=1. Tenep miAcTaBUMO JITEPHI TO3HAYEHHSI YaCTOT ayiesield B penriTky I[leH-

Hera (Tabmn. 4).

Tabin. 4. Yacrotu anenet GpopMu BOJOCCS y NOMYJISALIL B JTITEPHUX 3HAUECH-

HAX

Kinoui rametn

pH qh

Yonopiui | PH | p° HH | pqHh
rameTu qh oq Hh o hh

Ha migcragi 3aificHeHnx y TaOJIMII pO3paxyHKIB MOYKHA 3alIUCaTH, 110
P t2pq+q’ =1, abo (p+q)’=1
Lls popmyna BimoOpaxkae B3a€MO3B’ 130K YaCTOT TOMO3HUTOT 1 T€TEPO3UTOT B
nonyJisiiii, abo 3akoH Xapai—BaiinOepra, sikuii Ha3BaHO 3a IMEHAMHU HOT'O aBTOPIB.
3BUYAiHO, B AIMCHOCTI TaKWX 1€albHUX MOIYJISLIN JIOAEH MPAKTUYHO HE
icHye. Bei cywacHi momynsiii JIroAei BIIKPUTI, BHACTIIOK YOT0 3M1MCHIOIOTHCS YH-
ceNbHI HUII0OM 3 0coOMHamMu 1HIMX nonyisiuiid. Kpim Toro B Oyap-skiil nomymsiii
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Mae Micle MPUPOJHUN MyTalliHUI mpoLec. Yce e 3HAYHOI MIPOIO BIUIMBAE HA
KapTUHY PO3MOJULY 4acTOT ajielei, a OTKe W 4acTOT TOMO3UIOT 1 T€TEPO3UTOT Y
nonyJssiuii. TakuM YMHOM, B peaibHUX NOMyJsilifgxX 3akoH Xapai—BaiinOepra He

OyJe crpaB/IKyBaTHUCH.

KoHTpoJbHi 3anuranns 10 temu 2.1

1. SAxi BucHoBkM 3poOuB I'. Menaenb y pe3ysibTaTi MOHOTIOpUIHOTO CXpe-
IIyBaHHS rOpPOXy?

2. ChopmymroiiTe nepinii Ta Ipyrui 3akonu I'. Menernsi.

3. Y yomy nossrae Tpetiit 3akoH ['. Menaens?

4. Ha3BiTh OCHOBHI MOJOKEHHS XPOMOCOMHOT TE€OPii CIaJKOBOCTI. XTO €KC-
NEPUMEHTAIBHO MIATBEPAUB Ta CHOPMYITIOBAB L0 TEOPIs?

5. IlosicHITh MITO3 Ta M€H03. Y 4OMY iX OCHOBHI B1JIMIHHOCT1?

6. lllo Bu 3HaeTe npo XpomMocoMu JTHOUHU?

7. IosicHITH sIBUIIE peKOMOIHAILIIT XpOMOCOM IIPU YTBOPEHHI TaMeT.

8. IIo Take 3ueruieHHs Ta KPOCUHTOBEP?

9. Y yomy mnosisirae reHeTUYHA YHIKAIBHICTh 1HAUBIA?

10. TlosicHiTh OCHOBHI 0COOIMBOCTI MoJeKysapHOi OynoBu JJHK.

11. YV yomy momsirae MexaHi3M T€HETUYHOTO KOAY Ta CUHTE3Y MOJIMENTU LY ?

12. o take myTauis? ki OyBaroTh MyTaIlii?

13. IlosicHITh MEXaHI3M I'€HETHUYHOI PIBHOBAru y MOIYJSLIL 3a JOIMOMOTIOIO

3aKkoHy Xapai — BaiinOepra.

2.2. TeHeTUKa KiNbKiCHUX O3HaK

VY nmonepenHbOMy pO3/iii OyJIM OMKCaHI 3aKOHOMIPHOCTI YCIAKyBaHHS SIKi-
CHUX, a00 IMCKPETHUX O3HAK, SIKI HE MalOTh NPOMIKHUX (opM. Lli 3akoHOMIpHOCTI
MOXHA 300pakaTH y BUIJIA/l JIOCTaTHBO MPOCTUX CXEM. 3rajailMo, 110 SKICHI
O3HAKH 3BUYAITHO BU3HAYAIOTHCS OJIHUM-IBOMA FOJIOBHUMH I€HAMU, Y SIKHMX MOXKE

OyTu 1Ba ab0 KIJbKa ajiesieil, a 30BHILIHI YMOBU MPAKTUYHO HE BIUIMBAIOTh HA CTY-
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miHb iX mposiBy. TakuMm O3HAKaMu y JIOJUHH € TPyNH KpoBi, popma Bojoccs (Ky-
qyepsiBe — mpsMe), IMKa Ha Mia00piaai Ta 6arato iHIIKUX, Y TOMY YHCII1 TaTOJIOTIH.
O3Hak, sIKi BU3HAYAIOTHCSl BUKJIIFOYHO T€HAMU 1 Ha SIKI YMOBU KUTTEBOTO Ce-
pPEIOBHINA HE CIPABIAIOTH HISIKO1 1ii, y JIOJUHU JTy>Ke Majio. BUTbIIICTh K€ 03HAK
€ pe3yJIbTaTOM B3a€EMOJII1 YUCICHHUX T€HIB MK c00010 Ta 3 (haKTOpaMu JOBKIJLISA.
Ie — kinvKicni 03naxu, K1 NPOSBISIIOTHCA Y BUTJISA1 HEIEPEPBHOT MIHJIMBOCTI BiJl
MIHIMaJIBHOTO O MAKCHUMAJIPHOTO 1X BHpaXeHHS. J[0 TaKMX O3HAK Y JIFOJIMHH Bij-
HOCSITBCS 3pICT, Maca, KOJIip HIKIPU Ta BOJIOCCS, IHTEJIEKT, TEMIIEPAMEHT TOLIO.
BuBuaty 3aKOHOMIPHOCTI yclaJgKyBaHHS KUTbKICHUX O3HaK HabaraTo CKiia-
JHIIIE, HDK SIKICHUX, 00 Y IbOMY BHIAJIKy JOBOJIUTHCS KOPUCTYBATUCS METOJIAMU

BapialiifHOT CTATUCTHUKHU.

2.2.1. BuzHaYeHHA KLJIBKICHUX 03HAK

3BUYAlHO KIJIbKICHI O3HAaKM BHUMIPIOIOTHCS PI3HOMAHITHHUMHU CIIOCOOaMU B
3aJICKHOCTI BiJl TUITY O3HAKHU Ta METH JOCIIKEHHS. 3piCT BUMIPIOETHCS CIelialb-
HOIO JIIHIMKOIO 1 BU3HAYAETHCS B CAaHTHUMETpax. Maca Tiina BU3HAYAETHCS B KIJIO-
rpaMax 3 TOYHICTIO JIO JIeCATOi YacTUHU. JlesKi 03HaKu, HampUKIaJ, PIBEHb 1HTE-

JICKT Y1 TCMIICPAMCHT BU3HAYA€THCA 3a JOIIOMOT OO cneuiaanHx TECTIB.
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Man. 16. [Jiarpama ta KpruBa po3noAlly 4acTOT 3pOCTY JHOJUHU
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B pe3ynbpTaTi Takux BEUMIpIOBaHb JOCTATHHOI KiJTBKOCTI OCOOWH (SIK MpaBH-
JI0, HE MEHIIIe TUCSYl) Ta IPyIMyBaHHS iX 32 MPABUIIOM 3POCTaHHS MU OJIEPKHUMO
HenepepBHUH pA MiHAUMBOCTI. Llei psa Mo)KHA NMpeICcTaBUTH Yy BUTIIAJL AlarpaMu
abo rpadika (man. 16).

Ha mantonky 300paxeHo po3noais mo 3pocty nonan 1000 gopocnux 4osio-
BIKiB. [IpIMOKYTHHUKHM MOKa3ylOTh KUIBKICTh YOJIOBIKIB, SIKI MAlOTh MEBHUI 3pICT.
Hanpuknan, 14 gonosikiB Manu 3pict Big 151 go 155 cm, 36 gonoBikiB — Big 156
10 160 cm, 120 yomnoikiB — Big 161 1o 165 cm 1 1.4. Li 5k 1aHi MOXHa MpecTaBu-
TH Y BHUIJISIAL JI3BOHOIOAIOHOI KpPHBOI, SIKA HA3UBAETHCS KPUBOK HOPMAJIBHOIO

PO3IOILTY.

2.2.2. I'eHoTun Ta (peHOTHIT

JIist moanpIIoro aHami3y KiTbKICHMX O3HAaK HEOOXITHO MO3HAHOMUTHCS 3
TaKMMH MOHATTSAMU SIK TEHOTHI 1 peHOoTHUI. MU BKE 3HAEMO, 1110 CIaaKoBa 1HHOP-
Mallisg Mpo O3HAKH Ta BIACTUBOCTI OpraHi3My MICTUThCS B HOro reHax. Ycs CyKyIi-
HICTh T€HIB JIAaHOTO OPTaHi3My Ha3MBAETHCS HOTO 2eHomunom. CBiii TEHOTUIT KOX-
Ha JIIOJMHA OJIEPKY€E Y MOMEHT 3a4aTTs 1 Hece Horo 0e3 »OJHMUX 3MIH Yepe3 yce
cBO€ KUTTA. [IpOTATOM >KUTTSI aKTUBHICTh T'€HIB MOXE MIHATHUCS, ajie iX CKiaja 3a-
JIUIIAE€THCS HE3MIHHUM.

[TOHATTS TeHOTUII HE TOTOXHHUH MOHATTIO T€HOM. ['€HOTHII mpuTamMaHHUMN
NIEBHI OCOOMHI, a 26HOM — 1I€ CYKYITHICTb I'€HIB, XapaKTepHa I rarjoilHOro Ha-
O00py XpOMOCOM JaHOTO BHUJIy OPraHi3MiB.

@enomun sBisic cOO0I0 CYKYITHICTh YCIX O3HAK Ta BJIACTUBOCTEHN OpraHizMy
B KOXKHHU TiepioJ oro >kutTs. Lle 1 30BHINIHIN BUTIIA, 1 BHYTpimiHSA OyaoBa, 1 di-
310JI0T1YH1 IPOLECH, 1 OCOOIMBOCTI MOBEIIHKH, CIIOCTEPEXKYBaH1 Y JaHUH MOMEHT.

SIKII0 TEHOTHUN YCIIAAKOBY€ETHCS 1 3aIMIIAETHCS HE3MIHHUM MPOTITOM JKUTTS
1HUBIJIA, TO (DEHOTUI HE YCIMAJIKOBYIOTHCS — BIH PO3BUBAIOTHCS. DEHOTHIT € pe-
3yJAbTATOM J1i T€HOTHILY JIMILIE YaCTKOBO, OO B MOr0 CTAHOBJICHHI 3HAYHY POJIb Bi-

JITParOTh YMOBH 30BHIIIIHHOTO CEPEIOBUIIIA.
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Mix reHeTUKaMu BeCh 4ac BEIyThCS JUCKYCIi BITHOCHO TOTO, IO BaXJIUBI-
1Ie JIJIsl PO3BUTKY OpraHi3My — reHeTUYHa KOHCTUTYIIIS uu cepefoBuiine. OcobinBo
rOCTp1 CyNEepPEeUKu MarOTh MICIIE TaMm, e CIIpaBa TOPKAETHCS MOBEAIHKY JIFOJJUHU Ta
il TICUXOJOTIYHUX XapPaKTEPUCTUK — PO3YMOBHX 1 TBOPUYHUX 3/1I0HOCTEH, Temmepa-
MEHTY TOMIO.

310poBUid TIIy311 MiJKa3ye, M0 BaXIuBl oouasa pakropu, 60 dheHorun € pe-
3yJBTATOM B3a€MO/I1i MK TEHOTHUIIOM 1 cepefoBHINeM. SIKIo iroquHa He Oyae ma-
TH TPUPOKEHUX 3/110HOCTEH, HANPUKIIAJ, CKpUIIAis, TO HisIKl 3yCHUIUII HaBYaHHS
Ta BUXOBAHHS HE CTBOPATH BHUJATHOTO MYy3WKaHTA. | HaBmaku, SKIIO JIFOAMHA Ma-
THME€ BPOJDKEHI MYy3U4HI 3/110HOCTi, TO 0€3 BYACHOTO BIJIMOBIJHOIO HABYAHHS Ta

BUXOBaHHS 1Iel TaJaHT Oyie 3ary0JeHo.

2.2.3. @aKkTOpH BUHUKHEHHS KUIbKICHOI MIHJIMBOCTI

TuMyYacoBO 3HEXTYEMO BIIMBOM (PAaKTOPIB OTOUYKOYOIO CEpEeAOBUIIA Ha
(dbeHoTHN 1 30cepeIMMO CBOIO yBary TUIBKHM Ha Mpo0OsieMi CyMicHOI /11 6araTboXx re-
HIB, fIKa cama 1Mo c001 CIPUYUHIOE KUIbKICHY MIHJIHUBICTb.

3aKOHOMIPHOCTI yCHaJAKyBaHHS KIJIBKICHUX O3HAK Bi3yaJbHO UM 3a JOIOMO-
rol0 3BHYaHUX BUMIPIOBaHb BHSBUTU HEMOXUIMBO. CripaBa y TOMy, IO Yy TiOpH-
JIOJIOTIYHUX EKCIIEPUMEHTaX, HAMPUKIIAJ, Ha POCIMHAX YCl HACTYIHI MOKOJIHHSA
MaloTh 3HAYEHHS O3HAKU (JOBXHHA CTEeOJia, PO3MIP JMCTKIB, KIJIbKICTh HACIHHSA
TOIIO), TPOMDXKHE Mk OaTbKIBCbKMMH (opMamu. J{J1s1 TeHETUYHOTO aHaJi3y TaKuX
SBUI KOPUCTYIOTHCS CHEL[IaJIbHUMHU MaTeMaTUYHUMU METOJAaMHU., PO SKI MOBa
WTUME Mi3HILIE.

OpHUM 13 OCHOBHUX YMHHUKIB KUTbKICHOT MIHJIMBOCTI € TIOJIIMEPHI TE€HHU.

IoaimepHi renu. Ille Ha nouarky XX cToniTTs 0yJI0 BUSABIECHO, IO OKpEMa
KUIBKICHA O3HaKa OOYMOBJIEHa CYMICHOIO JI€0 MEBHOI CYKYIHOCTI I'€HIB, MeXa-
HI3M nepefiadl KOKHOTO 3 SIKMX HAaCTyIHHMM IOKOJIHHSM 3/11MCHIOEThCS 3a 3aKOHA-
mu I'. Mennens. Taki renu Oynu Ha3BaH1 nolimepHumu, a O3HAKH, 1110 BU3HAYa-

IOThCS TAKUMHU T€HAMH, — HOJIIZEHHUMU.
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ITpn mosMepHOMY ycHaJKyBaHHI €(pEKTH JTOMIHAHTHUX ajelled MOXKYTh
IPOSBJISITUCS IBOMA CIIOCOOAMH.

VY oaHMX BHUMAaJKaxX IHTEHCUBHICTH MPOSIBY O3HAKU MPSMO MPOIMOPIiiHA Ki-
JHKOCTI JOMIHAHTHHUX ajelield MoJIMEpHOro reHa. Takuil Tum mojimepii Ha3uBa-
ETHCS KyMyaamueHum (HaKOIUYyBaIbHUM).

SIckpaBUM MNPUKIAIOM TAaKOro THIY IOJIMEPI] MOXKe OyTH yCHaJKyBaHHS
KOJIBOPY HIKIPU Y JIIOJIUHU, SIKe BU3HA4YA€ThCs 4-Ma mapamu anenei. [Ipu mpomy
KOPIHHUHM MEIIKaHelb TPOMYyHOI AQpPUKH, SIKUWA BIJIPI3HIETHCS HAUTEMHIIIMM KO-
JBOPOM LIKIPHU, MA€ TaKy CYKYIHICTb MOJIMEpHUX reHiB: P;PP,P,P;P;P,P, (yci
ajyieNli IOMIHAHTHI1), a, HAPUKIIad, HOPBEKELb — PP PP sPsP4P+ (YC1 aneni perie-
CUBHI). 3BUYaIlHO, HACEJIEHHS CEPEA3EeMHOMOPCHKUX KpPaAiH Yy CBOEMY I'€HOTHII Ma€e
npUOJIU3HO TOJIOBUHY JIOMIHAHTHHX ajelied, sSIKi BU3HAYAIOTh KOJIp MIKIpH, y pi3-
HOMaHITHUX KoMOiHaisIX (P PiP,Pypspspps; PipiPap:PspsPp4 TOO). Ko mu
300pa3uMoO pe3ysbTaTH BU3HAUYECHHS KOJbOPY LIKIPHU JOCTATHBOI BUOIPKH JOJEH Y
BUTJISI/IL JIlarpaMH YU KPUBOI, TO OJEPKUMO KapTUHY, MOAIOHY 10 pO3MOILTY Yac-
TOT 3pocTy Jitoaunu. (Main. 16)

Ane 3yCcTpivaroThCsl BUNAAKU TOJIIMEPIi, KOJIHM JOCTaTHHO HASBHOCTI Xo4a O
OJIHOTO JIOMIHAHTHOTO ajiessi, 100 03HaKa MPOSBUIIACS MAaKCUMAJbHO, 1 301bIICH-
HSl KUJIBKOCTI 1HIIMX JAOMIHAHTHHUX ayejieid moMiTHOro e(pekTy He crpasisie. [lpu
npoMy y F, Mae micie posmeruitoBanus tumy 15 : 1 (3a yMoBU 2-X map anesnei)
a6o 63 : 1 (3a ymoBu 3-x map ajnesei) 6e3 HassBHOCTI MPOMDKHUX 3HaUY€Hb O3HAKHU.
Takuil TUN oIMEP1T HA3UBAETHCS HEKYMYIAMUGHUM.

XapakTepHUM MPUKIAIOM HEKYMYJSITUBHOI MOJiMepii MOxke OyTH yCHaaKy-
BaHHS ONEpPEHHs HIr y Kypel. BHacniiok cxpenryBaHHs MOPij, 110 MalOTh ONEpPEeHI
Ta HEOIIEPEH1 HOTH, yce MOKOJiHHA F; MmaTuMe oneperi Horu. B mokoninui F; Bij-
OyBaeThCs PO3IICIUICHHs Ha JBa (DEHOTHUIIOB] KJIaCH 3a CITIBBIJHOIIEHHSIM 15/16 3
ornepeHUMH Horamu Ta 1/16 3 Heomepennmu. TakuM YMHOM, y JaHOMY BUIAJAKY
03HaKa KOHTPOJIIOETHCS ABOMA Iapamu anesei. Toai 0aTbKiBChbKa MOpoaa Kypeu 3
OTNEPEHUMU HOTaMH Oyjie TOMO3UTOTHOIO 32 JIOMIHAHTHUMHU ajiesisIMU 000X T€HIB

(L;L;L,L;), a 3 HEONIEPEHUMH — FTOMO3UTOTHOIO 32 perecuBHuMHu anensmu (1;1;11).
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[Nepie mokomiHHS Ti0pHUAIB MiXK TUMHU Tiopogamu matume popmyny L;l;L;l,. Kypu
JPYroro MOKOJIIHHS 3 ONEPEHUMHU HOraMu OynyTh MaTu y reHotumri Bix 1 10 4 no-
MiHaHTHUX aneneit (L;L;Ll; ... . ... L;L,L,L,), a 3 HeonepeHUMH — yci 4 anens pele-
cuBHux (I[;1;1515).

YMoBH cepenoBHIna Ta HOpMA peakilil. /[y>xe yacTo HenepepBHUI Xapak-
TE€p MOXKE MaTu i MIHJMBICTH, KA LIUIKOM BU3HAYAETHCS YMOBaMHU CEPEJOBUIIIA.
Hampuknaz, SKIo TeHETHYHO 1IEHTUYH1 POCIWHU (KJIIOHHU, YUCTI1 JiHIT) BUPOIITyBa-
TH B PI3HOMAHITHUX YMOBaXxX (KUIbKICTh MOXXMBHHMX PEYOBMH, BOJM, TEIUIA, CBITJIA
TOILI0), TO OJIEPKUMO UITKY HEIIEPEPBHY MIHJIMBICTh 32 PI3HUMHU O3HAKAMH (BUCOTa
cteb1a, po3MIp JUCTKIB, KIJIBKICTh Ta Maca HaciHHA Toio). CyyacHa reHeTHKa JJjis
JOCIIJIKEHb 3/JaTHA TAKOXK CTBOPIOBATH YHUCTI, a00 1HOpeaHi JiHii (OaM3bKOoCIopi-
JTHEHE 3aIUTIIHeHHS) Ta KJIOHU (OJepaHHS OPTaHi3MiB 13 COMATHYHHMX KIIITHH)
TBApWH, y TOMY YHUCJ1 CCaBIiB. fIBUIlEe BIUIMBY CEpeNOBUINA HA (PEHOTUIT MOKHA
CIIOCTEPIraTH 1y JIFOJMHH, KOJIA CIPABXHIX (OTHOSIHIIEBUX) OJIM3HIOKIB BUXOBYBa-
TH B Pi3HUX yMOBax. SIK 3aCBITYMIIM YHCIICHHI CIIOCTEPEIKEHHS, 111 OJM3HIOKH Bij-
PIBHSIOTHCSA MK CO00I0 3a (PI3UYHUM, ICUXIYHUM Ta PO3YMOBUM PO3BUTKOM.

VY po3rIsIHyTHX BUINE BUIAJIKaX I'EHOTHUIT OPTaHi3MiB € IMOCTIHHOI BEJIWYH-
HOIO0, a (eHOTHUIT — (PYHKIIIEI0 YMOB 30BHIIIHKOTO cepeoBuina. /[ aHamizy 1s0ro
SIBUIA HEOOX1THO BBECTU TAKE TEHETUYHE MTOHSATTS SIK HOPMA PeaKuii.

SKIo JaHuii TeHOTHIT 3a TIEBHOIO 03HAKOI YYTIMBHH 0 3MiH YMOB CEpeo-
BHUIIA, TO, MOMICTUBIIK O€3J11Y OJHAKOBUX T'€HOTHUIIIB Yy Pi3HI CTPOro (pikcoBaHi
YMOBH CEPEIOBHUIIA, MU OJIEP)KUMO 0311 pizHOMaHITHUX (eHoTumiB. Ha mimcrasi
BUMIPIOBAHHS 3HAYEHb JIAHOT O3HAKU MM 3MOXEMO MOOYyBaTH rpadik 3ajaeKHOC-
Tl XapakTepucTUKu (EHOTUNY BiA mapamerpiB cepeposuina. Llei rpadik 1 Oyne
XapaKTepU3yBaTH HOPMY PEakKIlii JaHOTO TEHOTHUITYy 3a JIaHOI O3HaKor. Pi3Hi re-
HOTHIIN 32 OJTHIEIO 1 TI€I0 K 03HAKOI0 MAIOTh Pi3HI HOpMU peakiii. (Main. 17).

Ha mantoHky mpejicTaBiieHi pe3ysbTaTu JOCHIIKEHHS 3aJ€KHOCTI I'yCTUHU
HIePCTI Y ABOX 1HOpETHUX JIHIA MUIIEH BiJl TEMIIEPATYPH OTOUYIOYOTO CEPEIOBH-
ma. [{ns copolleHHs aHalli3y MPUITYCTUMO, IO I 3aJICKHICTh HOCUTH JIHIMHUN

XapaKTep: YMM BHILE TEMIEPATypa, TAM MEHIIE TYCTUHA 1IepcTi TBapuH. JlaHi re-
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HOTHIIH PI3HATHCS 32 YyTJIIUBICTIO JI0 TeMIlepaTypHux yMmoB. ['enotun M; BUSBUBCS
MEHII YYTJIUBUM JI0 TEMIIepaTypH, HIXK M, IpO 110 CBITYUTH MEHIIUN HAXWII MPS-
Moi Ha rpadiky I. Ane npu neBHii Temneparypi (EHOTUIIN TBapHH, 10 HAJIEKATh
70 pI3HUX 1HOpEeAHMX JiHIN, OyayTh cHiBNagaTH (TOYKa MEpeTUHY B nBOX MiHiN).
TakuM 4YMHOM, MU HE 3MOXEMO OJJHO3HAYHO BUSIBUTHU, K came BIIPI3HAIOTHCS 11
JB1 1HOpEeIH1 JIiHIi MUILEH 3a T'yCTHHOO epcTi. | cipaBi. 3a HU3BKOI TeMIlepary-
pu cepenoBuiia (1iBa yactuHa rpadika) renotun M, nepeBaxkae reHotun M; 3a
TYCTUHOIO 1IepcTi. ICHye Takok MeBHA TemIiepatypa (Touka B), KoM 3a TyCTUHOIO
HIEpCTI TEHOTUIIN He OyayTh BIApi3HATHCA. | HapemiTi, 3a NABUIIEHO] TeMIIepaTy-
pu cepenoBuia (paBa yacTuHa rpadika) 3a TYCTHHOIO IIEPCTi Oy/ie mepeBakaTu
reHotun M;. 3a naHoi cuTyalii MU 3 BIIEBHEHICTIO MOXKEMO CKa3aTH JIMIIE Mpo Te,
110 111 ABI JIIHIT MUIIEH 32 TYCTHHOIO IIEPCTI MAIOTh Pi3HI HOPMH PEaKIli Ha TeM-
nepaTypHi yMOBH 30BHIITHBOTO CEPEIOBHUIIIA.
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Man. 17. Hopmu peakuii (1) Ta kpuBi po3noauty yactoT (I1) 1BOX T€HOTHIIB 3 pi3-
HOIO YYTJIMBICTIO 10 3MIH YMOB CE€pEI0OBHUILIA

Sxmo mu cpoekryemo Binpizku A;C; (rerotun M;) ta A,C, (renotun M)
Ha BICh ()EHOTHITY, TO ITOOAYMMO, III0 B OJJHOMY M TOMY K Jliarla30HI YMOB Cepeio-
BUIIA PO3CISTHHS (PEHOTUITHOI MIHJIMBOCTI y OLIBIT YyTIUBOTO JO CEPEIOBHIINA Te€-
HoTUy M, OyzAe 3HayHO OUIBIIMM, HIXK Y MEHIII 9YyTJIUBOTO TeHotuny M;. 11s 3a-
KOHOMIPHICTh YITKO BHSIBJISIETHCS 1 3a KPUBUMM PO3MOJLITY 4YacTOT (PEHOTHUIIIB
(rpadik 11 mamtonka). YucnoBuil BUpa3 TaKOTO PO3CISHHS y TEHETHII HA3UBAETHCS
oucnepciero. Y po3riIIHYyTOMY MPUKIAl MU MaEMO CIIPaBY 3 CEPEIOBUILHOIO JIHUC-
nepciero. OTxke, YMM BHILA YyTJIMBICTh FTEHOTHILY 10 YMOB CE€pPEAOBHINA, TUM Oi-
JIbIIIE MOTO (PEHOTUITHA TUCTIEPCis, KA BUBHAYAETHCS OCOOIUBOCTSIMU CEPEAOBHINA
ICHYBaHHS.

Takum yuHOM, (PEHOTHI BU3HAYAETHCS HE JIMINEC TEHOTHUIIOM. BHacCIimok
I[LOT'O MOPIBHIOBATH Pi3HI T€HOTUIM MOTPIOHO HE 3a iX (heHOoTUIamu, a 3a HoOpMa-
MU peakilii (aucnepcismu). HemapeMHO reHeTUKH TOBOPSITh, 10 YCHaIKOBYIOTHCS

HE TICBHI 03HAKH, 3 HOPMH PEaKIIii.

2.2.4. CniBBIIHOLIEHHS BIIMBY F'€HOTHILY TA CePeIOBHILA

3a (eHOTUIIOM JIFOAM BIIPI3HAIOTHCS OJAMH BiJ OJHOIO MPUHANMHI 3 JABOX
npuuuH. [lo-niepie, KoKHa JIIOJIMHA Ma€ CBiH, TUIBKU 1M MpUTaMaHHUN T€HOTHIIL,
110 IPUBOJAUTH O BUHUKHEHHS TE€HETHMYHO 0O0yMoOBIIeHO1 MiniuBocTi. [lo-apyre,
KOKHA JIFOJIMHA PO3BUBAETHCS B OCOOJMBUX YMOBAX CEPEIOBUIIA, IO CIIPUUMHIOE
CEepPEIOBUIIHY MIHJIMBICTh. Po3risitHeMO, K 13 T€HETUYHOI Ta CEPEAOBHUIIHOI MiH-
JUBOCTI (POpMYye€ThCS 3arajibHa MIHJIMBICTh, 00 (DEHOTHII.

VsBiMO €001 IrNOTETUYHY MOMYJISLIIO JIFOJAEH, y K1 MU IIPOBEIU BUMIPIO-
BaHHS SKOIiCh KUTbKiCHOI o3Haku y 1000 oci6. [Ipumyctumo, 1o gaHa o3HaKa BU-
3HAYAETHCSA T€HOM, KUH MOKE ICHYBAaTHU B TPhOX Pi3HUX (hopmax, TOOTO Mae Tpu
anensi. [loznaunmo ix mitepamu K, L, M. Toxi reHotunu nomymsiiii OyayTs MaTh
ycl MOXJIMBI KOMOiHalii aneneit (tabdn. 5). Hexait moau 3 renotunom KK maroth

HaWHWOKY1 HOKA3HUKHU O3HAKH, a JIIOIH 3 TeHoTUIIoM MM — gavBuml. ['enorun LL
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3aliMae MPOMDKHE MONOKEeHHsS. EQexTn noMiHyBaHHS BiACYTHI, 1 T€TE€PO3UTOTH
BUSBJISIIOTHCS MPOMIKHUMH M1 TOMO3UTOTAMH.

Mu 3HaeEMO, 110 HA KOHKPETHY BEIMYMHY O3HAKU POOJISITH BIUIUB HE TUIBKU
TeHH, ajie¢ 1 YMOBU ICHYBaHHS, HANIPUKJIA, AKICTh Xap4yyBaHHS, CIMEHHUN JAOTJISI
y IUTUHCTBI ToIo. Koxxuuil reHotun OyJie XapakTepu3yBaTHCs EBHUM CEpeIHIM
3HAUYCHHSIM O3HAKU Ta PO3CISIHHSAM (AMCHEPCIEr0) 11 BUMIPHUX 3HAUYEHb HABKOJIO
cepeHbOro 3HaueHHs. YuciioBe 3HaUeHHs JUCHEpCli PO3paXxOBYETHCS 3a TOMOMO-
roro crnemiagbHuXx (GopmMyJl BapialiiiHOT CTAaTUCTUKU. YUM BUIIA YYTJIUBICTH IEB-
HOT'0 F€HOTHUILY 10 YMOB CEPEIOBUIIA, TUM OLIbIIa PI3HOMAHITHICT HOTO (PEHOTH-

MiB, a OTXKE 1 JUCIepcis. 3po3yMisio, o 11e 0y/1e CepeIOBUIIHA TUCTIEPCIs.

Tabmn. 5. BuznaueHHs cki1aoBuX 4acTUH (DEHOTUITHOT MIHJIMBOCTI

YacroTa Cenente
Kinpkicts B pea Hucnep-
I'enotun ) 3HA4YCHHS :
ocio MOy JIsI- cis
O3HAaKHn
i1
KK 70 0,07 150 23,4
KL 300 0,30 160 52,1
LL 400 0,40 170 139,7
KM 200 0,20 180 132,6
LM 20 0,02 190 103,2
MM 10 0,01 200 6,7
3arajibHa TUCTICPCIS «.ovvvvennennnn... . 1629
Cepenns cepeoBHInHA quctepcis ... 71,7
I'eneTnyHa TUCTIEPCIST ...nvvenennanne 91,2
Y CHaaKOBYBAHICTD ..vveneeennenaenns. 0,56

3 Tabnuii Mu 0aYMMO, 110 JAWCHEPCii TEHOTHUIIIB 3HAYHO PO3PI3HIIOTHCS
BHACIIJIOK 1X PI3HOI YYTIMBOCTI A0 yMOB cepenoBuuia. [lam’sraiimo, mo aucnep-
Cisl ycepeanHi KOKHOTO TEHOTHUITY BHU3HAYAETHCS IIJIKOM BIUIMBAMH CEPEIOBHIIA.

3arangpHa K MIHJIMBICTh y TOIMYJISIIi XapaKTepU3YEThCS BEIIMYMHOIO 3arajibHOIO-
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NyJSIIAHOL JUCTiepCii, SKa CKIIaaeThbes 3 ABOX yacTuH. OJHA 3 HUX — 1€ BIAMIH-
HOCTI M)XK TEHOTHIIAaMHU 32 1X CEpeAHIMU 3HAaUYCHHIMHU O3HAKH, a Ipyra — BIAMIHHO-
CTl B MeXaX KOXXHOTO 3 T'€HOTHIIIB, SIKI BU3HAYAIOTHCSI TUIBKU CEPEIOBUILEM. Y
HAII MOMyJIALii TeHETUYHA CKJIaJ0Ba AUCTIEPCii BUHUKAE 3a yYaCTIO TIIBKU IIIeC-
TH TEHOTHMIB. 3BHYAWHO, peajbHI MOMYJISIi HATIYyIOTh O€3J114 pi3HOMaHITHUX
T€HOTHUIIIB.

VY po3risHyTIi HaMU TIMOTETUYHIN MOMyJISIii 3arajJbHa JUCTIEPCis BUSBUIIA-
cs piBHOIO 162,9, a cepenns cepenoBuiiiHa aucnepcis — 71,7. PI3HULA MiXx 3arajib-
HOTIOIYJISAIIIHHOIO Ta CEPEAHBOI0 CEPEOBUIIIHOIO JUCTIEPCIIMU CKJIaie TCHETHIHY
mucnepcito nomyssii — 91,2. BennunHa reHeTUYHOT JUCTIepCii 03Havae, M0 TeHe-
TUYHA CKJIaJ0Ba O0OYMOBIIOE€ TPOXHU OLIbIIE MOJOBUHM BCIX 1HAWBIAYyaJbHUX BiJI-

MIHHOCTEH B TTOIYJISII].

2.2.5. Iloka3HUK yCAIKOBYBAHOCTI

Jlist kpaiioi Ha0YHOCTI 300pa3uMO T€HETHYHY AUCHEPCII0 MOMyJslli, Ky
MU aHaJi3yBaJd B MOMEPEAHHOMY PO3/ii (Tabir. 5), y BUTIISIAL O OJMHMIN, JJIs
4Oro MoJIIMMO FT'eHeTHYHY AUCIEepCito Ha 3arainbHy: 91,2 : 162,9 = 0,56. llei no-
Ka3HUK JICTaB Ha3By Koegiyicnma ycnaokogysanocmi, sKuil Mo3HAYA€ThCS CUM-
BostoMm h’. 3HAUOK KBampaTa TYT BKa3ye Ha Te, 10 KOe]illieHT yCIaaKOByBaHOCTI €
cKI1a0B00 aucrepcii (67). JJo TOro % CUMBOIOM /i TI03HAYAETHCS CTYIIIHD JOMi-
HYBaHHS.

TakuM 4YMHOM, Y PO3IJIAHYTIA HaMU MOMYJIALI] YacTKa T€HETHUYHO1 CKIIAJ0-
BOi y ¢eHoTumnHIN gucnepcii ckianae 56%. lle o3Havae, 1m0 MIHIUBICTH JaHOI
O3HAKH B MOMyJsAIii Ha 56% CKIalaeThes 3a paxyHOK MIHJIMBOCTI T€HOTHIIIB 1 Ha
44% — 3a paxyHOK MIHJIUBOCTI YMOB CEPEIOBHUILA.

VYcnankoByBaHICTh € OJIHUM 13 OCHOBHUX MOKAa3HUKIB, IKUMHU ONEPY€E IeHe-
TUKA KUIbKICHUX O3HAK JIIOJMHM, @ OCOOJMBO T'€HETHUKA MOBEIIHKU. 3BUYAHO Lieh
MOKa3HUK HE MOTPIOHO CIPUHAMATH K CBITYEHHS YOrOCh HEMUHYYOTO, 1110 HEMOX-

JIMBO 3MIHUTH ITi/1 BIULTABOM YMOB CE€pPE/IOBHUIIIA.
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[To-nepuie, ycnajikoBYBaHICTh HE € BIACTUBICTIO BJIACHE O3HAKH, a 3aJie-
JKUTh BIJl CKJIaJy TEHOTHMIB Ti€l MOMysAIii, Ha AKIA MPOBEACHO AOCIIKeHHs. B
1HIIM MOMmyJIsLii 3 1HIIUM CKJIAJJOM F€HOTHIMIB YCMaJIKOBYBAHICTh Ti€l % O3HAKH
MOKe OyTH 30BCIM 1HIIIOK. BoHa MOKe 3MIHUTHCS 1 TOJI1, KOJIM OJTHA i Ta K O3HAKa
OyJZie BUBYATHCS HA TiH K€ TEPUTOPIi, aje yepe3 AesSKUil yac. AJpKe 3 4acoM MOXKe
3MIHUTHCS CKJIaJl TEHOTHUIIIB JAHOI MOIYJISALI] BHACHIIOK MIrparii, BAMUPAHHS I1e-
BHUX I'€HOTHIIIB TOIIO. B 000X BHIIagKax 3MIHU 3a3HAIOTh K '€HETHUYHA, TaK 1 ce-
PEAOBUILIHA JUCHIEPCii, a OTKeE 1 KOe(ILIEHT yCHaJAKOBYBaHOCTI.

[To-mpyre, MOKa3HUK YCHAaJAKOBYBAHOCTI JOCHUTh UYyTJIMBHM TaKOX 10 3MIH
yMoB cepenosuina. [lopepnimocs a0 man. 17. 3BepHiTh yBary, 110 B yMOBax cepe-
noBuia B reHeTndHa nucnepcis IpakTHYHO BIJCYTHS, X04a 0OM/IBa TEHOTUITN Ha-
sBHI. ¥ 1IbOMY BHUMAJKy KOE(IIIEHT YCIAIKOBYBAHOCTI OJIM3bKUMA 10 HYJs. 3a iH-
X yMoB cepenoBuina (30HU A Ta C) CYKYIMHICTh THX K€ TEHOTHIIIB TIOKa3y€ YiT-
Ky reHetnuny aucrnepcito. KoedimieHT ycnmaakoByBaHHS y IIMX BUMNaAKax Oyje
3HAYUMUM.

TakuM YMHOM, BUCOKHI MOKAa3HUK YCIaJIKOBYBAHOCTI MEBHOI O3HAKU 30BCIM
HE O3HaJae, 1m0 ii He MOYKHA 3MIHUTH I1iJT BIUITMBOM yMOB cepenoBuia. KoeditieHt
yCHaJAKOBYBAHOCTI CBITYUTH JIUILE MTPO YACTKY F€HETUYHOI MIHJIUBOCTI, SIKa XapaK-
TepHa JyUIsl JaHO1 MOMYJISAIIi B IaHUM Yac Ta 3a ICHYIOUYMX YMOB cepenoBuina. He-
00X1JTHO YITKO YCBIJIOMUTH, III0 BIH XapaKTepU3y€ MOMYJIAIII0, & HE KOHKPETHOTO
1HAMBIAA YU oro ¢enotun. CyyacHa reHEeTUKa HE CIPOMOKHA BU3HAYUTHU CIIiB-
BITHOILIEHHS] TEHETUYHUX Ta CEPEIOBUINHUX (PakTOpiB y GopmMyBaHHI (HEHOTHILY

KOHKPETHOT OCOOMHM — JIFOJMHU, TBAPUHM 1 B3arajii Oyab-sIKOTO KMBOTO OpraHi3-

My.

2.2.6. llonyasiniiiHa MIHJIMBICTDH K Pe3yJbTaT B3a€EMOAIl FTeHOTHILY

Ta CCpcaoBUIIA

Jlnst po3yMiHHSI IPUPOJIN TOIMYJIAIIA BaXJIMBO TaM’ATaTH, 1110 J1Ba OCHOBHI
JoKEpesia BIAMIHHOCTEW MK opraHi3MaMH (F€HOTHII 1 Cepe/IOBHUILIE) TICHO MOB'si3a-

HO OJIMH 3 OJHHM 1 IepeOyBarOTh y MOCTIHHIN B3aemoii. BinMiHHOCTI MIX HOCIsI-
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MU PI3HUX T€HOTHUIIIB MOXYTh HE BUABHUTHUCSA, SKIIO OYyAyTh BIICYTHI Ti YNHHUKU
CEpEelIOBHUINA, SIKI JAlOTh 3MOTY T€HOTUITHUM BIJIMIHHOCTSIM CTaTU BUJIUMUMH, (e-
HOTHUMHUMU. Tak, JIOIU 3 BHHITKOBUMH MY3UYHHMH 3/1I0HOCTIMHU HE 3MOXYTh
PO3BHHYTH iX, SIKIIIO BOHM HE MAaTUMYyTh HATOAM JUIS CIEIaJbHUX 3aHATh. 1€ XK
caMe crpaBeUIuBe sl OyIb-sIKOi cpepu JIFOACHKOI MIsUTBHOCTI: TIIKU B CIIPUSIT-
JMBUX YMOBaX CEPEOBUIINA JIFOIHA 3 OCOOMBUMU MTPUPOTHUMU, CIIAJKOBUMH 3a7a-
TKaM# OyJIyTh 3HAYHO BIIPIZHATHUCS BiJ PEIITH OCOOMH MOMyJsAIi. SIKIo ymMoBH
CEpeIOBUINA HE CIPUATUMYTh PO3BUTKY 3A10HOCTEH, MU HaBPSIT Y BUSBHMO BE-
JIMK1 PI3HUIIO MK (PEHOTUIIAMHU JIFOJIEH, 1110 MaIOTh Pi3HI TEHOTHUIIH.

OTxe, BIAMIHHOCTI MIXK JIFOJIbMHM 32 T€HOTHUIIAMH MOXYTh BUSBIISATHCS a0o0
HE BUSBJISITUCS 3aJICKHO BiJl YMOB CEpPEJIOBUILA: B OJHOMY CEPEOBHIII 111 BiIMIH-
HOCT1 OyIyTh 4iTKO BUPAXKEHI, TOJ1 K B IHIIOMY HE 3’ SIBUTHCSI HABITh IM1J103pH, 110
BOHU ICHYIOTb. [HIIMMU CJI0BamMu, IPU OJJHOMY ¥ TOMY  T€HOTUITHOMY CKJIafl Mo-
NyJIALIT MOXKYTh ICHYBaTH YMOBHU CEPEIOBHUILA, SIKI 3/1aTHI MIHIATH JUCIEPCIO (e-
HOTHMIB. SIKIII0O YMOBH CepeIOBHINA BEAYTh A0 30UIbIICHHS (DEHOTUTIOBUX BiJIMiH-
HOCTEH M1 HOCISIMU Pi3HUX T€HOTHUIIIB, PE3YJIbTATOM Oyze 301IbIIEHHS! (PEHOTHUII-
HO1 aucrepcii B MOy siii. SIKIo K cepeoBUINE HIBEIIOE BIIMIHHOCTI MK 1H/IH-

BiJlamMH, (PEHOTHUITHA TUCTIEPCist SMEHIITYBATUMEThCSI.
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Mai. 18. [Ipukitagu reHOTUIT-CePEIOBUIIHOT B3a€MO/I11

Lle sBUIIIE JiCTATIO HA3BY 2eHOMUN-CEPeO0sUHOT 83aemo0ii. OCKIITbKY Ta-
Ka B3a€MOJIiSl BIUIMBA€E HA MIHJUBICTh O3HAKU B MOMYJIAII, 116 O3HA4Ya€, 0 BOHA
3natHa (hOpMyBaTH MEBHY YaCTKy (DEHOTHUITHOI AUCTIEPCii.

Pozbepemocs 3 UM Ha MUKl TIIOTETUYHOT MOMYJIALIS, sIKa CKJIAIa€ThCs
3 nBox reHotumiB — D ta F (man. 18). BumiproBaHHs SKOiCh KUIBKICHOI O3HAKU
[IUX TEHOTHIIIB 3A1MCHIOEThCA 3a Pi3HUX YMOB cepenoBuiia (X ta Y). Pesynbratu
BUMIPIOBaHb 3aJIEKHO B1Jl CTYIIEHS MPOSIBY 03HAKW MO3HAYa0Th Hudpamu Big 1 10
4. KinpkicTh ycix MOXIMBUX KoMOiHaIid unHHUKIB D, F, X Ta Y nopiBHioe 24
(1-2-3-4 = 24). Ane, m006 NpOUTIOCTPYBATH SIBUILEC T€HOTHII-CEPEAOBUIITHOT B3a€-
MOJIii, TOCTaTHHO KUTBKOX KOMOIHAIIA. 3p03yMijio, IO B KOXKHIM KOMOIHaIlii aHa-
J3YETHCS CBOSI O3HAKA Ta BIAMOBIIHI 1i1 pakTOpH YMOB CEPEIOBHUIIIA.

Ha nmepmmx aBox rpadikax B pi3HHX yMOBax cepeloBulla reHotun D Mae
BHUILIl 3HAYEHHS O3HAaKW, HiXK reHotun F. [lapanenbHi JiHIT TEHOTUIIB 03HAYAIOTh,

o iX ()EHOTHUITHI JUCIIepCli 32 PI3HUX YMOB CEPEJIOBHINA 3aJUIIAIOTLCA OJTHAKO-
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BUMH. BUXOIUTH, 110 TEHOTUTI-CEPEIOBUIITHA B3AEMO/IIA, K CKJIA0Ba JUCTIEPCii, Y
JAHUX BUNAJKAX BIJCYTHS.

[epmmii Ta qpyruit rpadiku noai0HI, X04a pO3PI3HAIOTHCS HAIPSIMKOM 3Mi-
HU (PEHOTHUITIB MPU Tepexoii 3 cepenonuiia X B cepenonuiie Y. [ neprnoro Ba-
plaHTy NPUKJIAI0M MOXKe OYTH Taka CUTYyallisl: Y4HI MOJIOJIINX KJIaciB, 110 HaBYa-
JIUCSL Y MOJIOJIOTO HEIOCBITYEHOTO BUMTENS, MOTPAIUISIOTH O CHJIBHOTO TIearora,
1 TIpU I[bOMY BC1 IOKPAIIYIOTh CBOT TOKA3HUKH, ajie 30epiratoTh Ti K BIJTHOCHI paH-
rOB1 MicCIIsl. 3BOPOTHA CUTYaIlisl MOKe OyTH MPUKIAJAOM ISl ApYroro rpadika.

Tperiit rpadik BiAPI3HIETHCA BiA MEPIIUX ABOX THUM, IIO JIHIT TYT HIEpeTu-
HawThcs. B cepenopuii X renotun D Bunepempkae renotun F, a B cepenopuiii ¥
— HaBnaku. OOuABa FreHOTHUIIN MPU MEPEXO/Ii 3 cepenouiina X B cepeaopuile Y mo-
Ka3yITh MPUPICT PEHOTUITHUX 3HAYEHb O3HAKH, ajie B pi3Hik Mipi. 'eHoTHI F BH-
SIBJIIETHCS UYTIUBIIIUM JI0 YMOB CEpeAOBHINA, 00 MOKa3y€e MPUPICT O3HAKU Ha 3
OJIMHHMII, TOAl K reHotun D — Bcporo Ha 1. Y 1bOMy BHIAJIKy TI€HOTHII-
CepeloBHUIllHA B3aeMois Oyjie BiAMiHHOIO Bif HyJs. [Ipukiagom takoi B3aemoii
MOXke OyTH Taka CUTYallisl, KOJu ToBapuchkka (D) 1 HeToBapuchkka (F) quTuHa mija
yac XxBopoOu repedyBaroTh B JikapHi (cepenosuie X) abo yaoma (cepenosuiie Y).
3BUYAIHO JIITU MOYYBaIOTh ce0e Kpallle B IOMAIIHIX YMOBaXx, aje Jjisi TOBAPUCHKOI
JUTUHU 130JIS11i5 BiJT OTHOIITKIB OOTSXKYE, 1 11 Oyie KoM(opTHiIIe B JTiKapHi.

Ha ugerBepromy rpadiky renotun D B 000X cepeqoBUIaX NMEpeBakae TeHO-
tun F, ajie BOHU MO-pI3HOMY pearyroTh Ha 3MiHy yYMOB cepenoBuiia. [lpu nepexo-
11 3 cepenoBunia X B cepefioBuile ¥ reHotun D 3MeHIIy€e 3HAaU€HHsI O3HAKH, B TOU
yac sk reHotun F — 30uiblnye. Y 1IbOMY BUITQJIKY TE€K HassBHA B3a€MO/Iisl TEHOTUITY
Ta CEepeOBHILA SIK YaCTKa 3arajibHoi ((hpeHoTurHoi) aucnepcii. ImocTpyBaTu yer-
BepTUil Tpadik MOXKHA CUTYyaIli€l0, Koau 3BuYaitHi (D) Ta po3ymoBo Biacrtami (F)
JIITH HAaBYAIOThCS B 3BMUaiHIN (cepemoBuiie X) 1 crienianizoBadiil (cepenonuiie Y)
HIKOJIaX. 3pO3yMLJIO, II0 B 3BMYAKHIA IIKOJII PO3YMOBO BIACTAIl AITH Oy1yTh BUH-
TUCSI 3HAYHO TIpIIe 3a 3BUYAWHUX NITEeH, TOMI AK B CHEIiali30BaHIN MIKOJI 3 MPO-
rpamMol0, pO3paxOBaHOK HAa PO3YMOBO BiACTaNIMX AITEH, OCTaHHI JaayTh MPUPICT

YCHIIIHOCTI, & HOPMaJbHI JITU BIACTABATUMYTh BiJl CBOiX OJHOJIITKIB.
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Ha m’sitomy rpadiky 3HOBY, SIK 1 HAa TPETHOMY, CIIOCTEPITA€THCS MIEPETHH JTi-
Hii. [Ipu nepexoi 3 cepenoruia X B cepenoBuiie ¥ reHotun D 1eMOHCTPYE 3Me-
HIIEHHS MPOSIBY O3HAaKH, TOJ1 sIK TeHoTun F — 30ubsmenHs. [Jo Toro x, B cepeno-
Buii X GEHOTHITHI BIAMIHHOCTI MK TEHOTHUIIAMH 3HAYHIII, HIXK B cepeoBHII Y.
[ B bOMy BHUMAJKy F€HOTHUII-CEPEIOBHIIIHA B3aEMO/IisSl BIUIMBAE Ha Jucepcito de-
HotutiB. [Ipuknanom po3risaHyToi cuTyamii MOXyTh OyTH 110U 3 BUCOKUM (D) Ta
Hu3bKUM (F) piBHaAMu akTuBalii. B ymoBax Tumri ta i3o05s1ii (X) G111 €peKTUBHO
IpalloBaTUMYTh MEPIL, TOAL sIK B ymoBax wmymy (¥) — npyri.

Jlinii D ta F mepeTHHAIOThCS 1 HA MOCTOMY rpadiky. Aje TyT T€HOTUIIU
PO3PI3HAIOTHCS 32 YYTJIMBICTIO O YMOB cepefioBHIla — reHotun F pearye Ha ix
3MiHY 3HAQYHO CHJIbHILIE, HIXK reHoTun D. ['eHOTUI-cepeoBUIIHA B3aEMO/IIA MpU
npomy cyTTeBa. llloctuii rpadik MokHA LTIOCTPYBATH CUTYAIlI€0, KOIH OAHI JIITH
MarTh CepeHIA pPIBEHb PO3BUTKY 3 MIJABUIICHUMH MPOCTOPOBUMHU 3AI0HOCTSIMU
(reHotun D), a 1HIII — ACKpaBl MOBHI 3A10HOCTI, ajie ci1a0Kl NPOCTOPOBI (T€HOTHUIT
F). ]JliTu 3 TaKUMU T€HOTUIIAaMU OyJIyTh MOKAa3yBaTH Pi3HY YCHINIHICTh HA 3aHST-
Tax 3 reometpii (X) ta niteparypu ().

PosrnsiHyTi mpukiamu cBi4aTh, M0 MIHJIMBICTH Y MOMYJAIIl (OPMYETHCS
HE JIMIIE 32 PaXyHOK IIPOCTOTO JIoAaBaHHs €(eKTiB T€HOTUITYy Ta CepeOBHINa, a i

M1J] BILIMBOM T'€HOTHUI-CEPETOBUIIIHOT B3aEMO/III.

KoHTpoJibHI 3antMTAHHSA 10 TeMH 2.2

1. [TosICHITh MOHATTS «KIJIBKICHI O3HAKWY.

2. SIxuii rpadik XxapakTepHU3y€e MIHIUBICTh KIJIbKICHUX O3HAK Y MOMYJIALII?

3. JlaiiTe BU3BHAYCHHS MOHATH «TEHOTHUI Ta «(HEHOTHUID.

4. Illo Take noxiMepHi reHu?

5. OOrpyHTYyliTe HOPMY peakxiiii OPraHi3MiB sIK pe3yJbTaT B3a€MO/I1i TEHOTH-
Iy Ta YMOB CEPEIOBHUIIIA.

6. SIk BU3HAYAETHCS CITIBBIAHOILICHHS BIJIMBY T€HOTHUIY Ta YMOB CEPEIOBU-
ma Ha perorumn?

7. lllo Take ycnaJAKOBYBaHICTh Ta HOT0 3HAYEHHS B TEHETHI JIFOAUHU?
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8. HaBeniTh mpukiiagy MomyJisiLIMHOI MIHJIMBOCTI SIK PE3YJIbTATYy B3A€EMOJIL

I'CHOTHUITY Ta YMOB CCPCAOBHIIIA.

2.3. MNMpuknagHa reHeTUKa

VY napyriit monoBuHi XX CTOpiYYs Ha MEXK1 TEHETHKU Ta MOJEKYJISPHOI 010-
norii copMyBanacs HOBa IOTYKHA Tajly3b HayKH — fiomexnonozia. Ii 3naueHHs
umrocTpyerbes TuM (paktoMm, mo B CIIIA came Ha Gi0TEXHOJOTIIO BHUTPAYAETHCS
MaiKe TOJIOBHHA KOIITIB, BHAUICHUX JUISI aKaJIEeMIYHUX HAYKOBHUX JOCIIJIKEHb.
bioTexHos0r1sl ChOroAH1 BCe OlIbIlle BUKOPUCTOBYETHCS B IPOMUCIOBOCTI, MEAU-
LIMHI, CUTbCBKOMY T'OCIIOJIAPCTBI Ta 0ararbox IHIIKX c(epax JH0ICHKOI AiSUIBHOCTI.
[i mocarHeHHs MOXyTh OYTH CIPAMOBAHI Ha O1aro JIOfeH, age MOXKYTh 3aBIATH
JIOACTBY 1 3HaYHY HIKOAY. 3@ Takoi CUTyaIlil CIlIiJ am’ aTaTH, 110, YUM IIHPIIO0
1H(}OpMAITIEI0 MU BOJIOJIIEMO, BUPOOJISIOUM BIACHY TOUYKY 30pY, 1 UMM OUIbIIE JTFO-
Jieil TOTOB1I OOTOBOPIOBATH I1i MPOOJIEMH, TUM 3 OLIBIIOK BIPOTIIHICTIO YXBaJIeHI

HaMH piHIeHH}I BHUABJIATHCA ITPABUJIIBHUMMU.

2.3.1. I'enHa inxkeHepis

['eHHa iHXKEeHEpis — 1€ HAUMOTYXXKHIIIMK METOJl NMPHUKJIATHOI T'eHETHKU Ta
OioTexHoJIor1i. BoHa 1ae 3MOry BUBYATH 1 3MIHIOBATH T€HETHUHUNA KOJ )KHBUX Op-
radi3miB. JItoauHa gicTanga MOKIIMBICTh 3MIHIOBATH 1HIIN OPTaHi3MHM ISl CBOIX I10-
TpeO, a B HeJJaleKoMy MailOyTHOMY M JIIKyBaTH CHAJKOBI XBOPOOH.

Bakrepii. OcHOBHI MeTOaM TE€HHOI 1HXeHepli Oynu po3pobieHi B ApyTii
noyioBuH1 XX CTOJITTS Ha OakTepisix. BoHM mossiraiv y BBEJIEHHS B OpraHi3M HO-
BOro reHa. Takuii TeH MoOke OyTH CHUHTE€30BaHHMI HAHOBO, a MOXE OYTH IepeHece-
HUH 3 1HIIOTO OpraHi3my. Ko B TeHOM OakTepii BOyyBaTH I'€H, 110 KOJIY€E STKHiA-
HeOy b 010K, OakTepiiiHa KIIITHHA IEPETBOPIOETHCS HA XKUBY (PabpUKy MO Mpoo-
KYBaHHIO I[bOr'0 O1JIKa.

Opnepxxatu Oyab-sIKy KiJIbKICTh KOMIH I'éHa BChOT'O 3 OJHOTO MOro 3paska
chOrofH1 HeBaxkKo. Llei mpouec nicraB Ha3By KIOHYBaHHs [l K1oHyeannsa zena

KOPHUCTYIOTHCSI TaK 3BaHUM 8€KMOPOM, Y POIIl SIKOTO BUCTYIIA€ 3BUYANHO TJ1a3Mia
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abo 6axtepiodar . Ilnazmioa siBnsie coboro HeBenukuii kinpueuid pparment JJHK,
BUSIBJICHUN B Jesikux Oaktepisix. Bona Bimokpemiiena Bijg ocHoBHoi JIHK 1 peruti-
KY€TbCsl He3aliexHo Bl Hel. bakmepioghacu (abo, ckopoueHo, paru) — 1e BipycH,
ki MOXyTh BBOAUTH cBoto JIHK B GakrepiansHy kiituny, ae 1 JJHK permiky-
€THCSL.

®parmentu JIHK, T0OTO reHu, siki HEOOXIMHO KIOHYBATH, 32 TOTIOMOTOIO
crieniagbHOro (DepMEHTY BUIYUYalOTh 13 T€HOMA OpraHi3Ma-I0HOpa , a MOTIM 3a J0-
MOMOTOI0 1HIIOTO (PEPMEHTY CIOTYUalOTh 3 TuiazMigHow yu (arosoro JIHK. Skiio
taky riopuany JJHK BBectu B 6akTepianbHy KIITHHY, TO B MPOIECT POZMHOKECHHS
OakTepii 30uIbIIyeThCs 1 KinbKicTh Komii 11€i JIHK. MoaudikoBani Takum 4ynHOM
OakTepii 3AaTHI NPOIYKyBaTH HEOOXIJIHI JIOJUHI PEYOBUHM, YOTO B HOPMI BOHU
poOuTu He 37aTH1, HATTPUKJIIA 1HCYJIIH, TOPMOH POCTY JIFOJIMHU, KOPOB’ STYMil coMa-
TOTPOITIH TOIIIO..

Incynin — e TOpMOH OUTKOBOT MPUPOIH, KU yTBOPIOETHCS B IMiIILTYHKO-
Biif 31031 1 TPa€ KUTTEBO BAXKIUBY POJIb B PETYIAIIT BMICTY IyKpYy B KpoBi. He-
JIOJIIK 1HCYJIIHY CIIY’KUTh OJHI€IO 3 MPUYUH IIYKPOBOI'O J1a0eTy — TSHKKOrO 3aXBO-
pIOBaHHS, Yepe3 sike nmoreprae 0im3bko 3% HaceleHHs 3eMHOI KyJii. 3apa3 OlbIie
2 MJIH. XBOpHX Ha J11a0€T Y BCbOMY CBITI KOPHUCTYIOTHCS JJIsl JTIKYBaHHS 1HCYJIIHOM,
OJIep’KaHUM 3a JOMOMOT0I0 MOAM(IKOBaHUX OakTepiil, KOJIM B OaKTepialbHUN Te-
HOM BOYJIOBYETHCSI T€H 1HCYIIIHY JIIOJIUHU.

T'opmon pocmy — 1ie O110K, sIKUl BUPOOISEThCA T10(130M 1 Ji€ HA BC1 TKa-
HUHU opraHi3mMy. Hectada mporo TopMoHy B AUTHHCTBI MPUBOIUTH O KAPJIHUKOBO-
CTl 3 HOPMaJIbHUMHU MPONOPLISIMU TuMA. [ MeAMYHUX MOTPed TOPMOH POCTY
OJICP>KYIOTh 3a JIONIOMOTOI0 OakTepiil 3 BOYJIOBaHUM B iX T€HOM JIFOJICBKUM T'€HOM,
o 3a0e3mnedye CUHTE3 1bOro OunKa. PerymnspHi iH’e€KIlii TaKOTO TOPMOHY XBOPUM
JITSM BITHOBJIIOIOTh IXHIM 3piCT MaiKe 10 HOPMAJIBHOTO PiBHS.

Kopogé’auuii comamomponin — 11€ TOPMOH, MOAI0HUI 10 TOPMOHY POCTY
moauHu. BiH Tex BUpOOIsSeThCs B TIMOQi31 Ta CTUMYIIIOE MO KJIITUH Y T TBa-
puH. 'eH, 110 KOJye KOPOB’siUMii COMATOTPOINIH, OyB BOYJJOBaHUI B reHOM OakTe-

pii onucaHuM BuIle cnocoOoM. IH’€eKIIii HaBITh HEBEIUKHUX /103 I[bOI'O TOPMOHY KO-
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poBam 30UTBITYIOTH MPOAYKIIiFO MOJIOKa Ha 25%, a Macy Xyao00u, BUPOIIYBaHOI HA
Mm'sico — Ha 10-15%. Ilicis npunuHeHHs 16’ €K1IA Maca KOPIB Ta iX YJIIHHICTh MOBe-
pTanucs A0 MOYaTKOBOTO PiBHA.

3a J0MOMOTOI0 TeHHOI 1HXEHEPii CTajJo MOXKIMBHM CTBOPEHHS OaKTepiid,
3IaTHUX OYMIIATH MMOBEPXHIO BOJOMMHUI Bl Ha(QTOBOro 3a0pyaHeHHs. [cHytounii
HUHI CMOCi0 XIMIYHOTO OYMIICHHS HAJ3BUYANHO IIKIJJIMBUM JIJIs1 KUBOI IPUPOJIH.
B nanuit yac npoBoASTHCS BUMPOOYBaHHS CTBOPEHUX IITYYHO OakTepii, AKi 37aT-
Hl pylHYBaTH BYIJIEBOJHI CIIOJIYKH Ha(TH.

Pocaunu i TBapuHu. baratokiiTHHHI OpraHi3MH TEX MO>XKHA 3MIHIOBATH 32
JIOTIOMOTO0 TeHHOT 1HXKeHepii. OpraHi3mMu, sKi TeHETUYHO NepeOy10BaHl 3 BUKO-
PUCTaHHSIM METOAIB T'€HHOI 1HKEHEep1i, IPUINHATO Ha3UBATU MPAHCZEHHUMU.

BuBeneHHsT TpaHCreHHHMX OpraHi3MiB € NEPCIEKTHBHOIO albTEPHATHBOIO
TpaJMIIIITHUM METO/JaM CEJIeKIli TBapuH Ta pociauH. lloinienHs copTiB poCIUH
Ta MOP1Jl TBAPUH TPAJAULIIITHUMU METOIAMH — TPUBAJIUI NIpOLEC, IKUIl TOTpedye 7—
12 pokiB. ['eHHa iHXXeHepis JAa€ MOXKIJIUBICTH CTBOPIOBATH HOBI ()OPMH POCIHH 1
TBAapHUH 3 MOTPIOHUMHU JIOJMHI BJIACTUBOCTAMHM BChOIO 32 KIJIbKA POKIB. TpaHCreH-
Hl POCITMHU YW TBAPUHH, MOIOHO 10 OaKTepiii, MOKYTh CTaTH ACIICBUM 1 TPOCTUM
3ac000M BUPOOHHUIITBA JOCTATHLOI KUIBKOCTI PI3HOMaHITHUX KOPUCHHUX MPOAYKTIB,

1 HE TUIbKU Xap4YOBUX.

2.3.2. TpancreHnsi opratizmu

Tpancrenni pociaunu. HaiiedekTuBHIIIMI METOI IEPEHECEHHS TEHIB Y PO-
CIIMHU — 6UKOPUCMAHHA NAA3MIOU OJJHOTO 3 BUJIB I'PYHTOBOI OAaKTepil sIK BEKTO-
pa. 3a 10mOMOror BEeKTOpa MOTPiOHMM reH BOYJOBY€ETHCS B TEHOM KIIITUH POCIH-
HU, Ky MU XO4YeMO 3MIiHUTH. /{151 bOTO KIITHHH POCIUHHU PO3MHOXYIOTh B MPO-
Oipul y MoXMBHOMY po3uuHl. KiliTuHH pociivH 3 BOY/JIOBAaHOK B iX T€HOM 3MiHeE-
HOIO TJIA3MIJ0I0 HA3UBAIOThCS TpaHCHOpMOBAHUMH. Jli10YM MEBHUMHU FTOPMOHAMHU,
MOHa 13 TpaHC(HOPMOBAHO1 KJIIITUHU BUPOCTUTH IILITy POCTUHY.

[{s1 TexHOJIOTiS BUKOPUCTOBYETHCS JUIsl BUBEJICHHS TOJIIMIIEHUX COPTIB TO-
MaTiB, KapTOIUIl, KYKYpPYA3H, PUCY, I[yKPOBOTO Oypsika Ta 0ararbox 1HIIUX POCIIHH.
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i copTu OUTBIIT MPOAYKTHBHI, JAIOTh MPOIYKIIIIO 3 MIIBUIEHAM BMICTOM TEBHUX
peuyoBuH (OLIKIB, )KUPIB, BYTJICBOJIB TOIIO), a TOJIOBHE, € CTINKUMH MPOTH 30y/I-
HUKIB XBOpPOO Ta KOMax-IIKiAHUKIB. OCTaHHS OCOOJUBICTH JACTh 3MOT'Y 3MEHILIUTH
3a0pynHenHs 6iocepu OTpyTOXiMiKaTaMU, SIKi ChOTOAHI MIMPOKO 3aCTOCOBYIOTHCSA

B POCJIMHHUIITBI.

Manz. 19. [lepma TpaHCreHHa TBapuHa

Tpancrenni TtBapumau. OuH 13 NEPIIMX YCHIIIHUX EKCHEPHUMEHTIB IIO
CTBOPEHHIO TPAHCTCHHHMX TBapuH OyB 3MiiCHEHUH Ha MumIax. B reHom mumii OyB
BOY/IOBaHMI T'€H, 110 KOJY€E TOPMOH POCTY Iypa. Taki TpaHCTEHHI MUIII POCIIH B
2-3 pa3u mBHULIE, HIXK iX pOAUYl, HE HECYUl UYyXOr0 IeHa, 1 J0CATalId NPpUOIU3HO
B 2 pa3u Outpmmx po3mipiB. (Mamn. 19). JIns cTBOpeHHs TpaHCTEHHUX TBapUH BH-
KOPUCTOBYIOTh pi3Hi memoou eeedennsa /IHK: 3a nomoMororo BipyciB; MIKpOiH'e-
KIii B SHUEKIIITUHY; B CTOBOYPHI KIIITHHH; CIOCOOOM (parouuTo3y Ta iHI1

B nanwmii yac Bce OUTBII MOMYJISIPHUM CTa€ MPOLIEC, KU € OUIbII KOHTPO-
JHOBAHMM B MOPIBHSHHI 3 1HIIMMHU. JIeKiJIbKa KIIITHH PAaHHBOTO 3apOjKa PO3MHO-
KYIOTh B )KUBHJIbHOMY cepenoBuull. JJHK BBOIATH B 1l KIITUHU PI3HUMH CIIOCO-
O6amu, y TOMy 4MCIIi 32 TOMOMOT0r0 Mikpoin’ekiii. [lepeBara qaHoro mMeTo 1y moJis-
ra€e B TOMY, 10 TpaHC(OPMOBaHI KIITUHU MOKHA BU3ZHAYUTH JI0 TOTO, SIK BOHU Oy-
IyTh yBEJCHI B MAaTEPUHCHKI OpPTraHi3MH K SHIEKTITHHUA. Takum 4nHOM 3abe3rme-

Yy€ThCS HAPOPKEHHS TPAHCTE€HHOT'O0 OpPTraHi3My.
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OpauH 3 HANEPCHEKTUBHILINX HANPSMKIB '€HHOI 1HXEHepli — PO yKyBaH-
HS PIAKICHUX 1 JOpOTrUX OUIKIB, BYKMBAHMX Yy MEIUIIMHI, 3 MOJIOKAa TPAHCTCHHHX
KopiB abo oBelb. [Ipukinagom Moxe CIyryBaTH ojep>KaHHs OiJKa 3 MOJIOKa TpaHC-
T€HHUX OBEIlb, SIKUW €(PEKTUBHO JIIKy€ CHAAKOBY eM(pizeMy JIETEHIB JIIOJUHH, BH-
KJIMKaHy MyTalli€ro reHa. TpaHcreHH1 TBapuHU OyJM OJepKaHi IUISIXOM BBEJIEHHS
B 1X T€HOM HOPMAJIbHOTO ajielis [bOTO I'eHa JIFOINHHU.

BOynoByBaHHS JIOJICBKOTO T€HAa B T€HOM BiBIl OyJ0 BHUKOPHCTAHO 1 MpHU
OTPUMMAaHHI OJTHOTO 3 ()EPMEHTIB 3rOpTaHHs KPOBi, BIACYTHICTb SIKOTO CHPUYUHSIE
onuH 13 BuAIB reModinii. ['eHeTUKH mpaIroTh HaJ 0P KAHHAM TaKUM K€ LUIS-
XOM (hiGpPHHOreHY — FOJOBHOrO Oilka CHCTEMH 3ropTaHHs KpoBi. Moro mepeada-

4al0Th BUKOPUCTOBYBATH SIK KJIEH JJIsl 3’ €HAHHS TKaAHUH MICIs XIPYypriyHUX OTle-

partiu.
2.3.3. KiionyBaHHS TBapHuH

KiionyBaHHSM Ha3WBaIOTh CTBOPEHHS YUCICHHUX T€HETUIHUX KO OJTHOTO
IHIUBIyyMa 32 JOTIOMOTOI0 0€3CTaTeBOTO PO3MHOXKEHHs. Y XpeOETHHX TBAapUH
el mpolec MPUPOJHUM HUISIXOM He BiaOyBaeThes. [Ipote, mepecanuBiiu sapo,
y34Te 3 KIITUHU KUIIEYHUKA a00 MIKipH XKabu, B AWLEKIITUHY, BIACHE SIIPO AKOi
Oys0 3pyHHOBaHO yJbTpadioneToBUMHU MpoMeHsmMH, B 60-x pokax XX cT. B Okc-
bopAChKOMY YHIBEPCUTET1 BAAIOCS BUPOCTUTH ITYTOJIOBKA, 11O MEPETBOPUBCS MO-
TIM B 5ka0y, 1/IGHTUYHY T1i 0aTbKIBChKiil 0COOMHI, BiJ SIKOi OyJIO y3SITO SIAPO.

[Toganemri moaiOHI €KCHEPUMEHTH JIOBENH, 10 AudepeHIiioBaHl KIITHHU
(KTITHHU PI3HOMAHITHUX CHENU(PIYHUX TKaHUH Tila) MICTATH BCIO 1H(OpMaIlito,
HEOOX1HY JJI PO3BUTKY MOBHOIIIHHOTO OpPTaHi3My. A HaNpuKIiHI{I MHUHYJIOTO CTO-
mitrss B lotnanaii 0110 371MCHEHO YyCMIlIHE KJIOHYBAaHHSI BHCOKOOPIraHi30BAHOI
xpebeTHOo1 TBapuHU — BiBII (J0J111) 3 KIIITUHU MAaT€PUHCHKOTO BUMEHI.

KionyBaHHS TBapuH MpPEACTABISIETbCS BEJIbMHU IMEPCHEKTUBHUM. MoskHa,
HaIPUKJIaJ, BAKOPUCTOBYBATH 3apOJKM TBAPUH HA CTalil AEKUIbKOX KIIITHH 1, PO3-
JUTUBIIM TaKWK 3apOJOK HA OKpeMi KIIITHHU, OJep>KaTh MEeBHY KUIbKICTh T€HETHY-
HO 1JICHTUYHUX (OJHAKOBHUX) OopraHi3MiB. Llei mpoliec Mo)KHa MOBTOPIOBATH Oara-
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TO pasiB, TOMY IO Ha I[il CTaAll KIITUHU IIe HE JOCATAI0Th HEOOOPOTHOT CrerTiati-
3arfii. TakuM YMHOM MO’KHA CTBOPHUTH O€3J114 1IEHTUYHUX KOMIiN OJHIET TBApUHH,
o0 Mae IMiHHI o3Haku. [1oTiM onepxkaHi 3apoJIKU MOKHA MEpecauTh B MaTKy 3a-
MIHHHUX MaTepiB Il BUHOIIYBAaHHS IUJIOy Ta HACTYIMHOTO HAPOKCHHS TBApPHUH 3
OaxxaHuMu o3HakaMu. [logiOHE KIOHYBaHHS 3apOJKiB MOYMHAE T'PaTH BCE OUIbII
BOXJIMBY POJIb Y TBAPUHHUIITBI, HAPUKIIA] TIPU PO3BEIACHHI BEJIMKOI pOraToi xy-
no0u, oBelb Ta Ki3. BoHO npuckopioe oTpumaHHs Oyab-sIKOT KUIBKOCTI TBapUH Bij
Oa)KaHUX MATEPUHCHKUX OCOOUH.

KnonyBannsa moaunu Oyno Bmepie 3aiiicieHo B CIIA B 1993 p., npote
KJIOHOBaHI1 3apoJIKu OyJu JOBEACHI JIMIIE IO CTaAll IeKIJIbKOX KIITHH, 1100 MoKa-

3aTH, 1110 B MPUHIIMII 1I€ MOXKJIUBO.

2.3.4. ETuuHi Ta couiajibHi mpodjeMH reHHol IHKeHepil

3 mepiux e KpOoKiB TeHHOT 1H)KEHEpii y4eH1 MOBHICTIO YCBIIOMIIIOBAIIH, K
BAYKJIMBO MaTH HA yBa3l MOTEHLIMHY HEOE3MeKy Ta eTUYHI NpoOiieMH, MOB'A3aH1 3
I[1€10 HOBOIO TaTy33k0 O10JIOTi.

Be3neka moaunm ta 6iochepu. [lepmm 103B0OJICHUM S0 MPOJAKY Xapyo-
BUM IIPOJYKTOM OyiM TpaHCreHHl ToMatu. Ha mpomy mpukiaal MU poO3IITHEMO
MUTAHHS, 1[0 CTOCYIOTHCS fe3neuHocmi mpanczeHHuX xapuosux npooykmie. O-
Ha 3 TOJIOBHHUX MpoOJsieM Oe3NeKu IMOB’s3aHa 3 HASIBHICTIO B T€HOM1 MOAM(IKOBA-
HUX TOMATIB reHa CTIMKOCTI 0 aHTUOI0THKA KaHAMIIIMHY, KU Biirpae pojb Ma-
pKepa il BUABJICHHS TpaHC(HOPMOBAHUX KIIITUH. BHACTIAOK CTIOXKUBaHHS IJI0/11B
TaKMX TOMATIB I'€H CTIMKOCTI MPOTH aHTUOIOTHMKA MOXE MOTPANUTU B T€HOM Oak-
Tepii Escherichia coli, mo xuBe B KUIIEUHUKY JIOAUHU. OCKUIbKN OaKTepii BUBO-
JATHCS 3 OpraHi3My pa3oM 3 (peKkasisiMu, TeH MOXKE PO3MOBCIOJUTUCS B HABKOJIHUII-
HbOMY CEPEIOBHILI Ta MEPEAATHCs IHIIUM XBOPOOOTBOPHUM OakTepisM, sKi, IO-
TpPanuBIIX B OPraHi3M JIIOJIMHH, BUSABJITHCA CTIMKMMH 10 aHTHO10THKIB. OmHaK
Hacmpasl reH ToMaTy pa3om 3i Beiero 1Hmow /IHK 3Buuaitno Oyzae posiiemnsienuii
B TPaBHOMY KaHai JIIoAuHA. HaBiTh SKIIO IIbOTO HE TPANUTHCA, BIPOT1IHICTH TOTO,
IO T'eH Mpoiiie Yepe3 cepilo opraHi3MmiB, Haa3BU4YaiiHO Mana. Kpim Toro, renu
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CTIMKOCTI 10 JESIKUX aHTUOIOTHKIB, HA Kallb, BXKE IMOIIMPEHI B HABKOJUIIHHOMY
CepeOBUIIL.

[Ile onHUM MPUKIAIOM MOAIOHO MOAU(DIKOBAHUX POCIUH € BIPOBAKEHA Y
BUPOOHMIITBO KYKYpy/A3a, sIKa MICTHTh OaKTepiaIbHUI T'eH, 10 MIABUILYE ii CTiH-
KICTh JI0 IIKIJTHHUKIB Ta XBOPOO, a TAKOXK MapKEPHUH I'€H CTIMKOCT1 10 aHTHO10THKA
aMIILWITIHY.

VY 3B’s13Ky 3 MpOTECTaMu IPOMAJICHKOCTI IOCTIIHUKY ITyKal0Th CIOCOOU BH-
JaJIeHHs] HeOa)KaHUX MapKEpPHUX I'eHIB MIcis 3/11MCHEHHs TpaHc(opMarii.

IcHye TeopeTM4Ha BIPOriJHICTb, 110 TPAHCT€HHI POCIMHU MOXYTh NEpeaa-
BaTH CIIOPITHEHUM Oyp’stHaM, IIJIIXOM CXPEIlyBaHHS 3 HUMH, CTIHKICTB 10 repOi-
UUAIB, XBOpOO, 3aCyXH Ta 1HIIMX HECHPUSTIMBUX UYMHHUKIB. BHaAcHioK LbOro
MOXXYTb YTBOPUTHUCS TaK 3BaHi Cyrnep-Oyp’siHH, 3 SKUMH Oyje JykKe BakKo O0po-
THCS 1 SIK1 3aII0JOHATh CLITBCHKOTOCTIONAPCHKI YT,

Bceynepeu icHyrounM moO0IOBaHHAM, BUPOIIYBaHHS Ta BUKOPUCTAHHS Te€He-
TUYHO MOJU(DIKOBAaHUX OPTaHi3MIB y 0aratbox KpaiHax 3pocrtae. BapTo 3ayBaxku-
TH, IO MOKU-IIO HisIKOTO MOMITHOTO IIKiJAJUBOTO BIUTUBY Ha 30pOB’S JIOIUHH,
CBIMCHKMX TBapHH Ta B3araji Ha 6iocdepy 3adikcoBaHo He OyII0.

Etuuni npo6aemu. Jlroqum yacTo BBaXKaroTh, 110 Yepe3 CBIM pO3yM MarOTh
paBo MepepoOIATH 1HII OpraHi3Mu 3apaju BiacHoi KopucTi. [IpoTe ocTanHiM ya-
COM TaKa aHTPOIIOIEHTPUYHA TOUYKA 30pY 3a3Ha€ Bce OuUTbioi Kputuku. Kpim Toro,
HEBIJIOMO, YUM MOK€ 0OE€pHYTHCS BBEJEHHS I'€HIB JIIOAUHU B T€HOMU J1abopaTop-
HUX TBApWH — TaKa METOJAMKA IMUPOKO BUKOPHUCTOBYETHCS HUHI JJISI BUBUCHHS MO-
JIEKYJISIPHUX MEXaH13MIB 6aratbox XBOPOO JIIOIUHH.

Bceynepeu Takum MmoOOIOBaHHSIM, BHUBEJEHHS T'€HETUYHO MOJU(IKOBAHUX
TBAapUH JJIs1 TOTPEO CIILCHKOTO TOCTOAapCTBa, (hapMaKoJorii Ta MEIUIIMHA — pea-
i HAIIIOTO KUTTS, 1 TOJAJIBII 3YCUJIIS T€HETUKIB MalOTh OyTH CIIPSIMOBaHI Ha Ta-
paHTyBaHHS 0€3MIEYHOCTI TPAHCTE€HHUX OPraHi3MiB JUIsl JIFOJAUHH Ta Ol0cepH.

Knonysanns BiBmi ol Oyio HEMUHYYHM HACIIJKOM MPOTPeCy, MOCSITHY-
TOTO B TeHeTHulll Ta 6ioTexHoorii. Tenep 3'saBuiiacs MOKJIUBICTb CTBOPEHHS O€31i-

9l 1ICHTUYHUX KO TBApHH 3 MOTPIOHMMH O3HAKaMH. MeTo ] KIIOHYBaHHS MOXKE
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OyTH 311IICHEHUI 1 CTOCOBHO JIFOAUHH, A€ TYT 3’ SIBJISETHCA 3HAUHA €TUYHA IPO-
Oyiema depe3 HernepeaoadyBaHi 010J10T1UHI Ta couiayibH1 Hacaiaku. [loku-mo Hay-

KOBI JIOCIIJIPKEHHSI B IbOMY HaIpsIMKy 3a00pOHEHI.

KonTpoJbHi 3anuTanHsa 10 TemMu 2.3

1. Ha3BiTh OCHOBH1 HAIPSIMKU MPUKIIATHOI T€HETUKH.

2. IIlo Take reHHa iHxeHepisn?

3. Y yomy, Ha Bamy nymKy, nojisrae HeOe3neka TpPaHCTEHHUX OpraHi3miB?

4. lllo Take KJIOHYBaHHS TBapUH?

5. OOrpyHTy#iTE €TUYHI Ta COLllalibHI MPOOJIEMHU F€HHO1 1HKEHEPIi.
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3. METOAU BUBYEHHA FTEHETUKU NIOOUHU

3.1. JlroanHa K 006'eKT reHeTUMHUX AOoCnNiAXeHb

JlocmikeHHsT 3aKOHOMIPHOCTEH CIaJKOBOCTI Ta MIHJIMBOCTI JIFOJUHU CTHU-
KalOThCS 31 3HAUHUMH TPYJHOIIAMH, OB’ I3aHUMHU 3 HEMOXKIJIMBICTIO JIOBUIBHOTO
CXpeIllyBaHHs, MI3HIM HACTaHHSM CTAaTEBOI 3pLIOCTI, MaJIUM YHUCJIOM HAIllaJIKiB B
KOXKHIM CiM'i, CKJIaJTHUM KapiOTUIIOM, BEJIMKOIO KUIBKICTIO IPYIl 3UETJICHHS Ta He-
MO>KJIMBICTIO YPIBHSITH YMOBH KUTTS TOTOMCTBA.

Opnak, BCyneped 1bOMY, YCIIXH CYy4acHOI TeHETHKH JIFOJUHU JOCHUTH 3HAY-
H1. J[o TOro * nroArHa Ma€ HABIThH PAJl IEpeBar MOPIBHSIHO 3 IHIIUMHU BUAAMU JKH-
BUX OpraHizmiB. Ha chOroJiHI y JIOJIMHM BHUBYEHO BEJIMKY KIJbKICTh PI3HOMAHIT-
HUX O3HAaK, Yy TOMY YKCJI1 MAaTOJOTIYHUX, SIK1 JAJIA 1HIIMX OopraHi3MiB HeBigoMi. [1o-
nepie, e — psaja SAKICHUX O3HAaK, SIK1 YCIaJIKOBYIOThCS 3a 3akoHamu [. Menpaens.
[To-npyre, yuciaeHH1 03HaKM OOMIHY PEUOBHH, YCIAJIKyBaHHS SIKMX B CBOild OCHOBI
TeX MIANOPAIKOBAHE 3aKOHAM KJIACHMYHOI IeHeTHKHU. [1o-Tpere, KUIbKICHI 03HAKH,
K1 IOMIHYIOTh Y OTIHCI TAKOTO CKJIAJHOTO OPTaHi3MYy SIK JIFOJIUHA.

3Ha4yHy AOJI0 KUIBKICHUX O3HAaK JIFOJJMHU CKJIAJal0Th OCOOJMBOCTI ii TOBe-
JIHKH, TICUXIY9HOI, Ti3HaBaJbHOI Ta TBOpYOi MisutbHOCTI. 1[I 03HaKKM HaA3BUYANHO
CKJIaJiH1, 00 00OyMOBJIEHI HE JHIIE CHAIKOBICTIO, a i BITMBOM 30BHIIIHIX YMOB, Y
TOMY YHMCJ1 colllaJIbHUX. | cripaBi, HaPUKIIAJ, Y WICHIB OJHIET 1 TI€T K CIM i, KpIM
CIIUJIbHUX T€HIB, SIK MPABHJIO, HASBHI 1 CIIUJIBHI YMOBH CEpeJOBHINA. SIKIIO 03HaKa
YyTIWBa JI0 BIUIMBY CEPEIOBUIIA, TO CXOXKICTh POJAMYIB 32 L[I€I0 03HAKOK BU3HAYA-
TUMYTh HE TUIbKHU CIIUJIbHI I'€HH, ajie i CHIJIbHE cepeloBUILE. Take sIBUIE CTBOPIOE
MEeBHI METOJIUYHI TPYJIHOII MPU BU3HAYEHHI POJi IeHiB y popMyBaHHI CiMEHHOI
cxoxocTi. Komu MU TOCTIKYEMO POCIMHU YW TBAPWUHHU, TO JIETKO MOXKEMO IS
BCIX OCOOWH EKCIepUMEHTY 3a0€3[EeUUTH CIJIbHI yMOBH BHpoOIIyBaHHS. L[poro
HEMOJXKJIMBO 3AIMCHUTH y AOCTIDKEHHSX JIIO/IeH, TOMYy Ha (POpMYyBaHHS CXOXKOCTI
MK OaThKaMH Ta JITbMH, OpaTaMu 1 cecTpamu, OJM3HSATAMHU 1 T.I., OKPIM TE€HIB,
HEMUHYY€ BIUIUBATHME CIUIHHE CEPEIOBUIIIE.
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Bracniiok mporo He0OX1THO PO3PI3HATH CXOXKICTh CIMEHHY Ta CXOXKICTh Te-
HetuuHy. LUt psa ciyibHUX pUC Y pOAWYIB OyIyTh CIMEMHUMU, HE MAalO4H Cria-
JIKOBO1 MpUpoU. THUIIOBUM MPUKIIAIOM CIMEHHOI CXOXKOCTI MOXKe OyTH CUTyallis,
KOJIM B PEJITIHHUX CIM X YacTille BChOro 1 OaThbKH, 1 JITH CHOBIAYIOTh IIEBHY pe-
JITi10, aJie 3BUYaiiHO Taka MOBe/IIHKA 3yMOBJIEHA HE T€HETUYHUMU YMHHUKAMH.

[IpoTe ciMeitHy CXOXKICTh AY’KE YacTO COPUIMAIOTh K CIIAJIKOBY, HE MalOUu
JI0 TOTO JOCTATHIX mifcTaB. [IpuuuHOIO IIBOTO € yNeperKeH1 COliaIbHI MepPeKo-
HaHHs. Tak, ciMeilHa CXOXKICTh 3a CTYNEHEM PEJITIHHOCTI YU 3a MOJITUYHUMU T1€-
PEKOHAHHSMHU 3BUYAHO HE BBAXKAETHCS TCHETHYHO OOYMOBIICHOIO, ajieé pa3oM 3
TUM 0arato XTO YIEBHEHHM, 1110 CXOXKICTh MK OaThKaMH Ta JITbMH 32 MY3UYHUMHU
3II0HOCTSIMU € HACHIAKOM CIUJIbHUX TeHiB. HacnpaBi B OCTAHHbOMY BUNAJKY Lii-
JIKOM MOKJIMBE # 1HIIIe TIOSICHEHHSI — BUKIIFOYHO CEPEIOBUIIHE, 00, SK MPaBUJIO, B
MY3WYHHX CIM’SIX JIITU BUXOBYIOTHCSI B TIEBHUX TPAIAUIIIAX, sIKI 3a0€3MEUYyIOTh paH-
HE 3aTyYeHHS iX 10 My3UKH Ta CTUMYJTIOIOTh PO3BUTOK MY3UYHOCTI.

HasiBHICTh CIMEHHOT CXO0KOCT1 TOPSIT 31 CIIAJIKOBOIO HEOOX1JHO BpaXxOBYBaTH
B TCHETHYHUX JTOCIIDKEHHAX JIIOAuHM. J[JI1 TOoro, mo0 po3MeKyBaTH BILIUB TCHE-
TUYHUX Ta CEPENOBUIHUX YMHHUKIB HA (PEHOTUIIYHUN MPOSB O3HAKU, BUKOPHC-
TOBYIOThCSI CIElllaJIbHI MaTeMaTU4yHI PO3paxyHKu (auB. po3aum 2.2.4; 2.2.5 ta
2.2.6.).

VYce, 110 HUHI BIJIOMO MPO CIAJIKOBICTh Ta MIHJIWBICTD JIIOJIMHH, OJICPIKAHO
3a IOIMOMOTOI0 PI3HOMAHITHUX METOJIIB JOCIIKEHHS — MOMYJISIIIIHHOTO0, T€Heaso-
T1YHOTO, OJM3HIOKOBOTO, MPUHOMHUX JITEH, UTON€HETUYHOI0, 010XIMIYHOTO Ta

MOJICKYJIAPHO-TCHCTUYHOTO.

3.2. NonynaudinHnn meton

JlocmiKeHHSIMU CTIaIKOBOI CTPYKTYPH HAceJIeHHS 3aiiMaeThesi neMorpadi-
YHA CTATUCTHKA, TAHUMH SIKOT KOPUCTYIOTHCSI TEHETHKH JIJIsi BU3HAYEHHS YaCTOTH

OKpEMHUX TI'eHIB 200 XpPOMOCOMHMX aHOMAJIIH B JIFOJCHKUX MOIYJISLISX.
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[TonynsAuiifHUI METO A03BOJIAE€ aHATI3YBATH PO3MOBCIOJIKEHHS CIIAaJKOBHX
XBOPOO JIFOAMHU Ta MPOTHO3YBATH iX YACTOTY B HACTYNMHUX MOKOJIHHSX, OI[IHIOBA-
TH HACHIAKUA CIIOPIAHEHUX HUTIO0IB, BU3HAYATH BILJIUB T€HETUYHUX Ta CEPEIOBUIII-
HUX YMHHUKIB Ha (DEHOTUIIYHY MIHJIUBICTh JIFOAWHHU 32 OKPEMHMH O3HAKaMH, a
TaKOX OKPECIIOBAaTU T€HETUYHY 1CTOPII0 OKPEMOT JIoAChKO1 nomyssii. s npu-
OMU3HOTO BU3HAYEHHS CIIBBIIHOIIEHHS YUCEIBHOCTI PI3HUX T'EHOTHUIIIB Ta (EeHO-
TUIIB y TOMYJAIIl KOPUCTYIOThCA ¢opmyroro Xapmi-BaiitnOepra (mauB. po3main
2.1.6).

VY nonynAmisx pi3HI aHOMail PO3MOBCIOJKEHI 3 PI3HOIO yacTtoToro. [Ipu
bOMY PEIECUBHI ajielll 3HaXOAAThCS MEPEBAXKHO B IeTepOo3UroTHomy ctaHi. Ha-
pUKJIaA, MPUOJIU3HO KOKHUK CIMIECATUNA MEIIKaHelb €BPONHU IreTepo3UroTHUN
3a TEHOM alb0IHI3MY, TO/1 SIK MPOSBIAETHCA 11 O3HAKa JIMIIE 3 4acToTOol | Ha
20000. JTasbTOHIKM TYT 3yCTpidaroThcs 3 4acToTor 1 Ha 156, a rerepo3uroTHui
CTaH ajeis JaJbTOHI3MY HAasIBHUM Y KOKHOTO CbOMOTO €BPOIEHIIS.

[IkiaIuB1 HACTIAKKA CIIOPITHEHUX HUTO0IB 0OCOOIMBO HAOYHO BHUSBIISIIOTHCS
B 130JIbOBaHUX MOMYJIALISIX 0OMEKEHOI0 pO3MIpy, TaK 3BaHUX 130isTax. [30519TO0M
HA3MBAIOTh TPYIy OCOOMH MOMYJISAIIL, SIKI OAPYKYIOTHCS MEPEBAKHO 3 0COOMHAMU
CBOET TPYIHU 1 TOMY XapaKTEePU3YIOThCS 3HAYHOI FEHETUYHOIO CIIOpiIHEHICTI0. Ta-
KUMHU 130JI9TaMU MOXYTh OyTH HEBEJIMKI OKEAHChKI OCTPOBH, BIJal€H1 TOOAMHOKI
cenuIna, 3aMKHEHI eTHIYHI rpoMaau Tomo. B Mexax 130J4Ty AyKe 4acTo Io-
JPY>OKSI HECE OJIHAKOBI MYyTaHTHI T€HH, HACIIJIKOM YOTO € 30UIbIICHHS BIPOT1HO-
CTl MPOSIBY PELIECUBHUX ajelied B TOMO3UTOTHOMY cTaHi. Hanpuknazn, Ha Mapias-
ChbKUX ocTpoBax Ta ocTpoBl I'yam (OkeaHist) CMEPTHICTh Cepel MICIIEBOI'O Hace-
JIEHHS BiJl O1YHOTO CKJIEPO3Y CIMHHOIO MO3KY Ou1bIl, HK B 100 pa3iB nmepeBuIlye
CMEPTHICTH BiJ 1i€1 XBOpoOU B iHmMMX Kpainax. A y IliBnenniii [lanami 3Hauny va-
CTUHY KOPIHHOT'O HACEJICHHs CKJIaJar0Th ajJbOIHOCH, SIKI 3’SIBISIOTHCS TYT B KOX-
HOMY ITOKOJIIHHI.

[Momynsauiitauii MeTO A MPUBAOIMBUN 1 THM, IO BIH JIONIOMAarae 3po3yMiTH
JTUHAMIKY TEHETUYHOI CTPYKTYpH PI3HHX TMONYJIAIIH Ta CIOpPUSE BHSIBICHHIO

3B’SI3KIB MK HUMH. PI3HI MOIyJISIIIT MOXKYTh 1CTOTHO PO3PI3HATHCS 3a F€HETHY-
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HUM HANOBHEHHSIM, HAIPUKJIAJ 3a reHaMu Ipyn kposi. [Ipu 11bomy BlaeTbcsi BU-
SBUTH JICSK1 IUIKOM 4iTKI 3aKoHOMIpHOCTI. Tak, B Inaii Ta Kurtai koHIeHTpaltis
anens I° Haii6inbIua, a HA CXij Ta 3aXiJ BiX UX KPaiH CIIOCTEPIraeThes OCTYIOBE
3HIDKEHHS 11 @K 70 TTOBHOTO 3HUKHEHHS IbOTO IeHa cepell KOPIHHUX MEIIKAHI[IB
Awmepuku, ABctpanii Ta [lominesii. B Toil e 4yac y HUX MaKCUMyMYy JOCSITa€ KOH-
nentpauis anens I°. Anens I' y xopinnoro nacenenns Amepuku, Injii, Apaii,

Tpomiunoi Adpuku Ta 3axigHoi €BpONH 3yCTPiUa€THCA HAI3BUYANHO PAKO.

3.3. l'eHeanoriyHuUn meTopn

['eneanoriunuii MeTO/1 MOJISITA€ y CKJIAJaHHI POJIOBOJIIB Ta JOCIIIKEHH1 yC-
NaJKyBaHHS OKPEMUX O3HAK y Psil MOKOJiHb. BiH € 0IHMM 13 HalOLIbII yHIBEpCa-
JHHUX Ta BUKOPUCTOBYBAHHMX METOJIIB Y TEHETHIII JTIOUHU. [ eHeanorivamii MeTon
JIa€ 3MOTY BUPIIIUTH IUTHNA Pl TEOPETUIHHUX Ta MPUKIATHUX TTPOOIEM:

— YM € JIaHa O3HaKa CMaJKOBOIO (1O HAsIBHOCTI i1 Yy pOAMYIB);

— THII 1 XapaKkTep yCNaJIKyBaHHs (JOMIHAHTHE YU PELIECUBHE, AyTOCOMHE YH
34eIyIeHe 31 CTATTIO);

— 3UTOTHICTH 0C10 po0BOTY (T€TEPO3UTOTHI YA TOMO3UTOTHI);

—gacToTa a0 BIpOT1IHICTh (PEHOTUITIYHOTO MPOSIBY I'EHA;

— BIPOT1AHICTh HAPOHKEHHS TUTUHH 31 CIIaJIKOBOIO MATOJIOTIEHO.

['eHeasioriuHMii METOJ CKJIAIa€ThCA 13 TAKMX €TaIliB: 300py JaHUX MPO BCIX

poanUiB 0OCTEKYBAHOTO, CKIIAJIJaHHS POJIOBOY, aHAII3Y POJAOBOY Ta BUCHOBKIB.

3.3.1. 30ip nanmux.

3BUYAHO POAOBIJ CKJIAMAETHCS 3a OJHIEI0 a00 JACKUIbKOMAa O3HaKamu. 3a-
JISKHO BiJI METH JOCIIPKEHHSI, POJOBII MOXe OyTH MOBHUM ab0 4aCTKOBUM, OJI-
HaK Kpallle CKJIacTH SKHAUMOBHIMIMKI pOJOBiJ O BUCXIAHOMY, HU3XIJTHOMY Ta O14-
HUM HanpsiMaM. CKIIaJHICTh 300py AaHUX MOJSArae B TOMY, 110 OOCTEKYBaHHUIM HO-
Cclii o3HakH (MpoOaH) TOBUHEH JH00pE 3HATH CBOIX POJIMYIB Ta CTaH iX 3JI0POB'SA MO
JiHIi MaTepl Ta 6aThbKa HE MEHIIIE SIK Y 3 MOKOJIIHHSAX, IO 3yCTPIYAEThCS IyKe PiI-

KO. AJle OMUTYBaHHS, SK MPABUJIO, HEIOCTATHBO. [ ACAKMX YJIEHIB POJOBOIY
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AOBOAUTHCA IMPHU3HAYATH ITOBHC MCIAUYHC 00CTEKEHHS IJIs1 YTOYHCHHS CTaHy ix

3710pOB’sl.

3.3.2. CkiajaHHsi POIOBOY.

Jlns ckiiaianHs poJIOBOAIB BXKUBAIOTHCSA YMOBHI o3HaueHHs (Mait. 20).
o- .- -D - No3alwnooHui
- wifikal 3BA30K
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- YONOBIK (Bpath, cecTpu)
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E O HOTO reHa
- Bnuabkocnopig- - ocobucto
EFO HeHWi Wb DI O :
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Man. 20. YMOBHI 0o3HaY€HHS 1J1 CKJIaJaHHs POIOBO/IIB

[Tpu oMy HEOOX1THO JOTPUMYBATHUCS MEBHUX IMPaBWII: CKJIAaJaHHS POJO-
BOJY MOYMHAETHCA 3 MPOOAH/IA, KOKHE TTOKOJIIHHS 3J11Ba HYMEPYETHCS PUMCHKUMU
uudpaMu, CUMBOJIH, 110 TO3HAYAIOTh OCOOMH OJIHOTO MOKOJIIHHS, PO3TAILIOBYIOTh-
Csl 110 TOPU3OHTANIl Ta HyMEPYIOThCS apaOCbKUMU LH(paMu B MOPAIKY iX Hapo-
moxeHHsS OCHOBOIO POJIOBOAY € MPOOaHI, 3 SKOTO MOYMHAETHCS TeHETUYHE JOCITi-

JUKCHHA POOAWHHA.

3.3.3. Anaui3 pogosony.

[Ipu ananizi poAoBOAY HEPII 3a BCE BUZHAYAETHLCS MPUPOAA JOCTIIKYBAHOT

O3HaKH. SIKIIO 1151 03HaKa 3yCTPIYAEThCS y Pl MOKOJIiHB, TO MOXKHA BBaXKaTH, 110
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BOHA Mae cnajkoBy npupony. Ilicis nporo He0oOXiAHO BU3HAYUTU TUI YCHAJKY-
BaHHS O3HaKW. /{151 HbOr0 BUKOPHUCTOBYIOTHCS MPUMOMHU F€HETUUHOIO aHai3y, a
TaKOX P13H1 CTATUCTUYHI METOJIM 0OPOOKHU JaHUX Oararbox poAOBO/IIB.

PosrisHeMo npuKIiiagy réHeTUYHOIO aHali3y poJIOBOJIIB 3 MPOCTUMHM THIIA-
MU YCIAJKyBaHHS O3HaK — ayTOCOMHO-JIOMIHAaHTHUM, ayTOCOMHO-PELIECUBHUM Ta
34YEIJIEHUM 31 CTATTIO.

AYTOCOMHO-IOMIHAHTHHMI THII YCHAJAKYBaHHSl XapaKTE€PU3YETbCA THUM,
10 T€H JIOCII[KYBaHOT 03HAKU 3HAXOJUTHCS B MIEBHIM ayTOCOMI 1 TPOSIBISETHCS SIK
B TOMO3UI'OTHOMY, TaK 1 B T€TEPO3UTOTHOMY CTaHl. Y POJOBOAI BIH BU3HAYAETHCSA
TaKMMU BJIACTUBOCTSIMU: JIOCJIJPKyBaHa O3HAKa HasBHA B KOKHOMY IOKOJIIHHI, 710
TOTO K HE3aJeXKHO BiJ CTaTi, MPOSIB 03HAKU CHOCTEPITAETHCS TAKOX MO TOPU3OH-

Taii —y OpartiB Ta cectep (man. 21).

, o ]

o . m

Mai. 21. PogoBiz 13 ayTOCOMHO-JOMiHAHTHUM THIIOM yCHaJaKyBaHHs (Opaxiiak-
TUJI1s1, 800 KOPOTKOMATICTD)

HapokenHs nitel 3 ayTOCOMHO-IOMIHAHTHOIO O3HAKOI0 MOXKE MaTH TaKy
BIPOTIAHICTD 3aJIe)KHO BiJ 3UTOTHOCTI OATBKIB 3a aJIeNIIMH, SKi KOHTPOJIOIOTH
O3HaKY:

— 100%, sxmro xo4ya 0 oauH 13 0aTHKIB TOMO3HIOTHHUI 3a JOMIHAHTHUM ajie-
JIEM;

— 75%, k110 000€ 0aTHKIB T€TEPO3UTOTHI;

50%, AK110 OJUH 13 0AaTHKIB reTePO3UTrOTHUM, a 1HIITNH — TOMO3UTOTHUI

3a pCUCCUBHUM aJICJICM.
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AyTOCOMHO-IOMIHAHTHI O3HAKH YITKO MPOSIBISIOTHCS JIUILE 38 YMOBH OMO-
3UTOTHOCTI. Y TE€TepO3UroT HASIBHUM MPOMDKHHUA (PEHOTUIl 3a IOCHIIKYBaHOIO
03HaKOM0. SKIo 1e xBopoba, TO BOHA MPU FETEPO3ZUTOTHOCTI MOKE MPOSBIATUCA
HE B KOXXHOMY MTOKOJIHHI.

[Tpn ayTOCOMHO-penieCHBHOMY THIOBI YCNIAJAKYBAaHHSA T'€H J0CTIIKYBaHO1
O3HAKHU PO3TAIIOBAaHUN B ayTOCOMI, a MPOSIBIISE CBOIO [0 TUIbKA B TOMO3UTOTHO-
My cradi. Llelf TN ycnaikyBaHHS XapaKTepU3Y€EThCSI TAKUMHU OCOOIIMBOCTSIMU: J10-
CIII/DKyBaHa O3HAKa HasBHA HE B KOKHOMY IOKOJIIHHI, JUTHHA 3 O3HAKOIO MOXKE
HapoauTHUCs y 0aTbhKiB, sK1 1030aBJICHI L€l O3HAKU (F€TEPO3UTrOTHI OAThKH), O3HA-
Ka 3yCTPIYAETHCS 3 OJHAKOBOIO YACTOTOI HE3aJIEKHO BiJl CTATI Ta CIIOCTEPIraeThCs

1o Topu3oHTali (Ma. 22).

d @1 il P

n

m

I
4 5
.2 / 3

v @O M. WA @ L

Man. 22. PonoBij 13 ayTOCOMHO-PEIECUBHUM TUIIOM YCIaJIKyBaHHS (a1b01H13M)

BiporignicTs ycnagkyBaHHS ayTOCOMHO-PEIIECUBHOI O3HAKW 3aJ€KHO BiJl
3UTOTHOCTI 0aThKIB 3a ajesiMU, K1 KOHTPOJIIOKTh 03HAKY, MOKe OyTH TaKO¥o:

25%, sxmo 060€ OaThKiB reTEPO3UTOTHI,

50%, gxmo oauH 13 O0aThKIB T€TEPO3UTOTHHM, a IHIIUA TOMO3UTOTHUN 3a
ITUM PEIICCUBHUM aJIeJieM;

100%, sikmio 000€ 0aTHKIB TOMO3UTOTHI 32 PEIICCUBHUM aJICJIEM.

VY BUIAJKy CHagKOBOi XBOPOOU ayTOCOMHO-PEIECUBHOTO TUITY BIPOT1IHICTh
yCHaJKyBaHHS 3BUYalHO ckiafae 25%. Yepes3 TAKKICTh 3aXBOPIOBAHHS TaKi XBOpI

a00 HE JTI0)KUBAIOTH JI0 HACTAHHS CTAaTEBOI 3PUIOCTI, a00 HE OJIPYKYIOTHCS.
81



YcnaakyBaHHs, 34eTieHe 31 CTATTIO, MOXe OyTu X-34erieHUM JOMIHAHT-
HUM, X-3UEIJIEHUM pPELeCUBHUM Ta Y -34eruieHuM. Lle o3Havae, 1o reH, Skui Ko-
HTPOJIIOE AOCIHKYBaHy 03HAKY, 3HAXOAUTHCS B CTATEBUX XpoMocoMax — X abo Y.

X-3yenuieHUil JOMiHAHTHMHA THIN YCHAJKYBAHHSI MAa€ Taki BIACTUBOCTI:
JKIHOK 3 TaKOI O3HAKOIO B JIBA pa3u OUIbIIE, HIK YOJIOBIKIB; O3HAKA 3yCTPIYAETHCS
B KO’)KHOMY TTOKOJIIHHI; 6aTbKO-HOCIM O3HAKH Tepenae ii BCiM CBOIM JOYKaM, a CH-
HaM He Tepeaac; MaTU-HOCIH O3HaKM MOKE TIEpelaTH ii OJIOBHHI CBOIX JITEH He-
3aJIe’KHO Bij CTaTl; y JITeH O3HAKa MPOSIBUTHCS TOJI1, KOJIM 1i HECTUME Xo4a O OJIuH
13 0aThKIB; J1TH 0ATHKIB, SKI M030aBJIEHI O3HAKHU, T€K HE MAaTUMYTh ii. [lpuknagom

TaKoi O3HAKH MOKe OyTH KOpUYHEBE 3a0apBiieHHs emaJi 3y0iB (Mai. 23).

n

m

v

m[:]-—TD—

1 2

Man. 23. PogoBin 13 X-34€ljIeHUM JOMIHAHTHUM THIIOM YCHAJKyBaHHS (KOpUYHE-
Be 3a0apBiIeHHs eMali 3y0iB)

X-3yenJieHuil penecMBHUI THUN YCHAAKYBAHHS XapaKTEPU3YEThCA HACTY-
ITHAMH BJIACTHBOCTSIMH: O3HaKa HasBHA HE B KOXKHOMY ITOKOJIiHHI; TUTHHA 3 O3Ha-
KOI0 MO>KE€ HapoJUTUCA y 0aTbKiB, M030aBJICHUX 1i; O3HAKA MPOSBISIETHCS MEPEBaA-
’KHO y YOJIOBIKIB 1, SIK TIPABHJIO, 110 TOPH30HTAJ1; 0aThKO, 1T030aBJICHUIN O3HAKHU, HE
€ HOCIEM aJjiels 1€l O3HAKH 1 3BUYAHO HE Mepeiac il JoUKam.

Posrnsnemo npukiaay HbOro TUMY YCIaIKyBaHHS.

SKI0 oApyKYIOThCS JKiHKA, 11030aBlIeHa O3HAKU, Ta YOJOBIK 3 03HAKOIO, TO

BCl iX miTu OynyTh Oe3 o3Haku. [Ipum npomy nouku ojaepxath Bijn OaTbka X-
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XPOMOCOMY 3 ajieJieM O3HaKHU (PEeIEeCUBHUM) 1 OyIyTh T€TEPO3UTOTHUMHU HOCISIMH,
00 npyry X-XpoMocoMmy (3 JOMIHAHTHHM aJjieJIeM) BOHHU OJIepKaTh BiJ MaTepi.

VY 4yosnoBika 06€3 03HAKU Ta >KIHKU-HOCIS ajiesi O3HAKU BIPOT1IHICTh HapO-
JOKEHHS XJIOIMUMKA 3 03HaKor ckiangae 50% Bix ycix xjomiiB ta 25% Bijx ycix mi-
TEH.

BiporiaHicTs HapOKEHHS A1BYATOK 3 O3HAKOIO JIyKE MaJia 1 MOKJIMBA JIMILE
TOJ1, KOJIU 0aThKO Ma€ O3HAKY, a MaTH T€TEPO3UTOTHHUI HOCIM reHa o3Haku. [lpu
IbOMY IOJIOBHHA J[iBYaT OyJe 3 03HAKOIO, a Jpyra MOJIOBUHA HECTUME aJellb B Te-
TE€PO3UTOTHOMY CTaHI.

Kiacuunum npukiiagqom ycnajkyBaHHSI O3HAK 32 X-3YEIUICHUM PEIleCUBHUM
TUIIOM MO€ OyTH XBOopoOa reModuis, sika XapaKTePU3Y€EThCsl TOCUIEHUMH KPO-

BOTEYAMH 4Yepe3 HEIOCTAaTHIO KUIbKICTh B OpraHi3Mi YMHHHKIB 3rOPTaHHS KpPOBI

(mam. 24).

@Q

1 2 3 1

o

Man. 24. PonoBiz i3 X-34eIjIeHUM PEIIECUBHUM TUIIOM YCIaIKyBaHHS (TeMoisis)

Y-3uemieHe ycnaakyBaHHsl. Y-XpOMOCOMa JIFOAUHU MICTUTh 30BCIM Heba-
raTo I'eHiB, SIK1 epelaloThCA BiJl OaThKa TIILKU CUHAM. Take yClaJIKyBaHHS Ha3U-
BA€ThCA 2071aHopuynum. [Ipn 11boMy O3HAKa HasiBHA B yCIX MOKOJIHHIX 1y BCIX
YOJIOBIKIB.

[IpukiiaioM rolaHAPUYHOrO YCHAJAKyBaHHS MOXE€ OyTH yCHaJKyBaHHS Tl-

nepTpuxo3y (HasgBHICTH BOJIOCCS IO Kparo BYIIHUX PAaKOBUH; Mall. 25).
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Mai. 25. PonoBin i3 Y-34eIJICHUM THIIOM YCHaAKyBaHHS (TIIEPTPHUX03)

3.4. BnnsHwkoBMU metoa

biu3HIOKOBUI METO — OJIMH 3 HAUO1IBII PaHHIX METO/[IB BUBUCHHS T€HETH-
KH JIIOJIWHY, aJIe BiH HE BTPATUB CBOTO 3HAYCHHS 1 B HAIII Yac.

brnu3HsTaMu Ha3UBAIOTHCA OJHOYACHO HAPOJKEHI OCOOMHM Y OJIHOIUTIIHHUX
TBapuH (KiHb, BEJIMKA poraTta XyAo0a ToIo) Ta JtoauHu. bin3HsaTa OyBaroTh MOHO-
3UTOTHUMU 200 AU3UTOTHUMH.

Mono3uzomni 6a1u3nama po3BUBAIOTHCS 13 OJHIET SHUIEKIITHHY, 3aIlIiTHE-
HOT OJTHMM CTIIEPMATO300HOM, TOMY BOHHM Ha3WBAIOTHCS TaKOXK OJHOsIIIEBUMHA. Ta-
Ki OJIM3HATA OJIHIET CTaTi Ta TCHETUYHO a0COFOTHO OJIHAKOBI, ajie MOXYThb BIJIpi3-
HATUCA 10 (DEHOTUITY, IO 3YMOBIIIOETHCS €0 YUHHUKIB 30BHIIIHBOTO CEPEAOBH-
ma. MoHO3UrOTHI ONMM3HATAa MAalOTh OJHAKOBI Ipymu KpoBi 3a cucremamu ABO,
MN, Rh Ta iHIIMMU, OJJHAKOBUHN KOJIP OY€H, OHOTHUIIHI BI3EPYHKH Ha MaJIbIIX, a
TaKOX JIIHIT Ta BI3EPYHKH Ha JIOJOHAX TOIIO. Yl Il (PEHOTUIIIYHI O3HAKH BUKOPHC-
TOBYIOTHCA SIK KPUTEP1l BUSHAUCHHS 3UTOTHOCTI OJTU3HSIT.

Jluzuzomui 6au3Hama po3BUBAIOTHCS 13 IBOX OJIHOYACHO JO3PIBIIM SIHIIE-
KJIITHH, 3aIUTIJHEHUX JBOMA CIIEPMATO300HAMHU, 1 TOMY BOHU HA3MBAIOTHCS TAKOXK
pi3HOsHIeBUMU. Taki OiM3HATA MOXYTh OyTH OJHIET CTaTl Y PI3HOCTATEBHMH,
aJie CMaJIKOBO HACTUIbKH PI3HUMHU, 5K 1 AITH LI€T MOAPY>KHBOI Mapu, 0 HAPOAUIIU-
Ccsl B PI3HMIA Yac.

Ha crorogni B cepennboMy Ha kokHi 100 moJsioriB mpwurazae ojiHEe Hapo-

oKeHHs Onmm3HAT. [lemorpadu po3paxyBanu, mio Ha 3emiil MpoxuBae 6au3bko S50
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MITH. Tiap Oau3HAT. [Ipubnu3Ho ofHy TpeTuHY BCiX ONM3HAT CKJIaJal0Th MOHO3HUIO-
THI, a JIB1 TPETUHHU — JU3UTOTHI. KUIBbKICTh MOHO3UTOTHHUX OJIM3HAT y PI3HUX PETi-
OHaX 3€MHOi KyJli — BEJIMYMHA BIAHOCHO MOCTiMiHA 3 HEBEJIMKUMH KOJIUBAHHSIMU
(0,37— 0,40%). Lle cBiguuTh TIPO TE, MO TOSIBA MOHO3UTOTHUX OJIM3HAT Mailke He
3aJjie’aTh BlJ YMOB 30BHILIHBOTO cepeoBuia. Yactora HApOIKEHHS TU3UTOTHUX
OJIM3HAT pi3HA y PI3HUX KpaiHax 1 Mae 3Ha4yH1 kosmBaHHs: BiJ 0,23% (Anonist) no
2,23% (IliBnenna Adpuka). [Ilpuunnau Takoi pi3HUINl HEBIOMI, MPOTE M (akT
CBITYUTH TPO BIUIMB CEPEIOBUITHUX YMHHUKIB. Y CTApIIUX 32 BIKOM MOAPYXIKIX
HApOOKEHHS AU3UTOTHUX OJIM3HAT 3yCTpiuaeThes yacTime. JlocmiKeHHs: noKasa-
JIM, 1O MEBHY POJIb Y HAPOJDKEHH1 OJIM3HAT Ma€ CIaJKoBa CXWIBHICTh 10 Oarato-
TTiIHOT BariTHOCTI. Bimomi BUMaaKu MOBTOPHOTO HAPOHKEHHS OJIM3HAT y OJHIN
ciM'i. [IpoTarom ocTaHHIX AECATUPIY KIIBKICTh OJH3HSIT, OCOOJHMBO JU3UTOTHHX,
3HMKYETHCSI.

JIroachki OMM3HATA — HIHHUN MaTepiaj A BUBUCHHS BaXKJIMBOI 3arajbHO01-
OJIOT1YHOI TPOOIEMHU — POJIi TEHETUYHHUX (DAKTOPIB Ta YMOB OTOUYHOUOTO CEpPeIO-
BUIIIA y PO3BUTKY O3HAK. Y TEHETHIIl JIIOJWHUA YMOBAaMH CEpEIOBHUIIA BBAXKAIOThH
CYKYMHHICTh 610c(pepHHX Ta COLIATTbHUX YHHHUKIB.

SAkio gociKyBaHa O3HaKka HasiBHA B 000X OJM3HIOKIB OJHIET ApH, TO Iis
napa € KOHKOpPJaTHOIO 3a JIaHOK0 03Hakoto. [Ipu criBcTaBI€HHI MOHO3UTOTHUX Ta
JTU3UTOTHUX OJIM3HAT BU3HAYAIOTH KOC(IIIEHT MAPHOT KOHKOPJAHTHOCTI, SIKHM T0-
Ka3ye J0JI0 OJIM3HIOKOBUX Tap, A€ JOCIHi)KyBaHa O3HaKa MpOsiBUIAcS B 000X Mmap-
THepiB. Koegiuienm xonkopoanmnuocmi (C) BUpakaeTbCs B IPOLIEHTax ado B J10-

JISIX OJIMHUIIL Ta BU3HAYAETHCSA 32 (DOPMYIIOHO:
C=/[Cn: (Cn+ Dn)] -100% (B npoiuieHTax),
C=Cn : (Cn+ Dn) (B 101X OJUHUIIL),

ne Cn — KUIbKICTh KOHKOPAATHUX Map, Dr — KUIbKICTh HEKOHKOPJIAHTHUX Tap.

[TopiBHSHHA TApHOi KOHKOPAAHTHOCTI MOHO3UTOTHUX Ta AU3ZUTOTHUX OJIU3-

HST J1a€ YSBJICHHS MPO CIIBBITHOIICHHS POJIl TEHOTHUITY Ta CEPEOBUIIA Y PO3BUT-
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Ky Ti€l un iHmo1 o3Haku. Konu 3HaueHHs Koe]ilieHTiB KOHKOPJAHTHOCTI MOHO3H-
TOTHUX Ta AU3UTOTHUX OJM3HAT OJM3bKi, TO BBAKAETHCS, 1110 PO3BUTOK O3HAKU BU-
3HAYa€ThCA TMEPEBAXHO YMOBAMH OTOYYIOUOTO CepeoBHINA. SIKIIO X CTYIiHb
KOHKOPJAAHTHOCTI Y MOHO3MTOTHUX OJHM3HAT BUINE, HDK y JU3UTOTHUX, II€ CBIJ-

YUTh PO JIOMIHYIOUY POJIb TCHETUYHUX (PaKTOPIB Y pOo3BUTKY o3HaKu. (Tabi. 6).

Tabmuusa 6. KoukopaantHicTs (B %%) 3a AesiKUMH O3HaKaMH Cepejl MOHO-

surotHux (MKb) ta quzurotHux () OMU3HSAT JTHOIUHUA

dop-
Bamsasa- | 207 | ma | Becns- Ilyxposuii | TyGepky- | .. [u-
aip . Kip [ 300-
Ta . | ry0, HKH niaber 7503 :
o4eit . peHist
yIiei
ME 100 | 100 100 65 67 97 69
JIB 28 65 73 18 23 96 10

3 HaBeieHOi Ta0auIll BUJIHO, 1110, SIKILO OJIMH MMapTHEP MA€ Ty YM 1HIIY O3HA-
Ky (y TOMY 4MCIIl 3aXBOPIOBAaHHS), TO BIPOT1IHICTh HASIBHOCTI I[1I€] O3HAKH y 1HIIO-
ro ImapTHEpa y MOHO3UTOTHHUX OJIM3HIOKIB 3HAYHO BHINA, HIK y IU3UTOTHHX. [lika-
BO TaKOX, III0 MPHY 3aXBOPIOBaHHI Ha OJIH1 1H(DEKIIIIHI XBOpoOU (KI1p, KOKJIFOII, BIT-
psiHA BiCIa TOILIO) JOMIHYIOYE 3HAYCHHS MArOTh 1H(EKLiWHI YUHHUKU (OTOUyIOYe
CEpelIoBHUIIE), a TIPU 3aXBOPIOBAHHI Ha iHIII (TyOEpKyIh03, pEBMATU3M, 3aMajICeHHS
CEPEIHBOT0 ByXa TOIIO) CYTTEBUH BIJIUB MA€ TCHOTHIL.

JIns KUTBbKICHOT OIIHKH CITIBBITHOIICHHS BIUTMBY T'€HOTHITY Ta CEpPEIOBHIIA
Ha JOCITIPKYBaHy O3HAKy HaW4acTille KOPUCTYIOTbCS KoeqiuicHmom ycnaokogy-
6anocmi, SKVii BUPaXOBYETHCS 32 (POopMyII0t0 XONbITMHTEPA:

I = [(Cyz% — Cpz%)-100%] : [100% — Cpz%] ( B porieHTax),
W= (Cvz— Cppz) : (1 — Cpyz) (B 10NSX OJMHHUII),

2 .. . .

ne h° — xoedimieHT ycnaakoByBaHOCTI, Cyz — KOHKOPAAHTHICTH (HOJIs1 OJM3HIOKOBUX
nap, B SKMX JOCJIPKyBaHa O3HaKa HasBHa B 000X MapTHEpiB; B YaCTMHAX OJMHMII, a00 B Ipo-
LIEHTaX) MOHO3UTOTHUX ONMU3HAT, Cpz — KOHKOPAAHTHICTh JU3UTOTHUX OJIMU3HST.
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Bennunna koedimieHTa ycnajKoBYBaHOCTI CBIJYHMTH PO CIIBBIJHOILIECHHS
BIUTUBY T€HETUYHHUX Ta CEPEJOBUIIHUX (DAKTOPIB HA PO3BUTOK O3HAKH. SIKIIO pe-
3yAbTaT po3paxyHkiB HabmmxaeThes 10 100% (71-100%), To OCHOBHA poOib Y pO3-
BUTKY O3HAKM HAJIEKUTH CIAJIKOBOCTI, 1 HABMAaKM, YiuM Oimkye pesynbtart a0 0 (0-
40%), TMM OUIbILIE POJb CEPENOBUIIHUX YMHHUKIB. [Ipu 3HaueHHI KoedilieHTa
ycmaakoByBaHOCTI B Mexax 41-70% o3Haka pO3BUBAETHCS Mia Ai€0 (PaKTOpiB
OTOYYIOUOT'0 CEPEIOBUIIIA, aJI€ 3a HAABHOCTI T€HETUYHOI 3yMOBJIEHOCTI.

['eHeTHYH1 TOCHIIHKEHHS, 3A1MCHIOBaH] Ha OJIU3HATAX, AAlOTh 3MOTY BiJINO-
BICTH HA IUTHHA PsIT BAKIUBUX MMHUTAHB: BIUIMB CIIAKOBHX Ta CEPEIOBUIIHUX YHH-
HUKIB Ha TPUBAIICTh KUTTS JIIOJIMHHU, PO3BUTOK 001apOBAHOCTI, YyTJIMBICTb O JIi-

KyBaJIbHUX MPENapaTiB TOLIO.

3.5. MeToa NpMMOMHUX AiTen

JlocniKkeHHs: MPUAOMHUX JITEH TeX T03BOJSE PO3MEKYBATH BIUIUB T'€HE-
TUYHUX Ta CEPEOBUIIHUX YMHHUKIB. SKIIO AiTH OyJM YCHHOBIIEHI B MEpIIl JIHI
JKUTTS 1 HIKOJIM He OaumyIiM CBOIX O10J0TTYHMX OaThKIB, TO 3 HUMH BOHH MAalOTh
JIMIIE CHUIbHI TeHU. 3 OaTbKaMu, SIK1 iX BUXOBAJIM, y MPUHOMHUX JITEH HEMAE Hi-
KO TEHETHYHOI CX0XKOCTI, alie CIUIbHI YMOBH cepefoBHina icHyBaHHs. CriiBcTaB-
JICHHS TPUHOMHUX JITeH 3 X O10JOTTYHUMHU Ta MPUHMAIbHUMU OaTbKaMH 3]I1HC-
HIOETHCS 32 JOMOMOror KoedimieHTiB kopensuii. Koegiuyicnm kopenayii (r) nis
BUMIPHUX O3HAK BUPAXOBYETHCA 3a CIEHIAbHOI0 (OPMYJIIOK BapiallifHOl cTaThc-
THKH 1 BU3HAYACTHCS B JOJISIX OOUHUIIL.

3nauna kopensiisa aiten (0,70-1,00) 3 GiomoriunnMu GaThKamMu 3a TIEBHOIO
03HAKOIO CBITYUTH HA KOPUCTh CMAJKOBUX YMHHUKIB, a 3 OaTbKaMHu, SIK1 IX BUXOBa-
JIM, — Ha KOPHCTh YMOB cepefoBHINa. Tak, TOCHTIKEHHS 3aKOHOMIpHOCTEH ycma-
KyBaHHsI Koe]iiieHTy iHTenekry (I/Q) mokasano, 0 CepeaHs 3arajibHa KOpesIis
i€l O3HAKM y JiTe 3 mpuiiManbHUMU Oartbkamu ctaHoBuia 0,19 (3 GaTbkoM —

0,17; 3 matip’to — 0,21). ¥V Toi1 ke yac, e MoKa3HUK MIX LIUMU K JITbMHU Ta iX
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Oionoriunnmu Oatekamu ctaHoBuB 0,50, 10 CBIAYUTH MPO 3HAYHY POJIb TEHOTHITY
B PO3BUTKY IHTEJIEKTY..

3acTocyBaHHA y T€HETUUHHUX JOCIIKEHHSAX METOJy NPUMOMHHX JITEH BU-
Marae HaJ3BUYalHOI yBaru Ta JOTpUMaHHS NMEeBHUX mpaBui. llepmr 3a Bce, HE0O-
X1JHO 00OB’SI3KOBO BpaxoBYBaTH €(EKT IMpeHATaILHOIO cepeoBuIla 3 00Ky Oio-
JIOT1YHOI MaTepl JUIsl O3HAKHU, YUY TIMBO]I 10 IPEHATAIbHUX BILJIUBIB.

Jlns obcTexkeHHsT BIAOMPAIOTH JITEH, sIKi Oyiau mepedaHi 10 1HIIUX CiMeH y
nepiri AH1 KUTTA (10 7 JTHIB MICIS HAPOKEHHS ) 1 OUIbIIIe HIKOIHU 3 MaTIp 10 HE 3y-
cTpivanucsa. KpiMm Toro, 3 eKCliepuMEeHTy BUIIYYarOThCs JITH, MAaTepl AKUX MarOTh
MaToJIOr1i — MCUXIYHI 3aXBOPIOBAHHSI, aJKOTr0JIi3M, HAPKOMaHIIO TOIIO. 3BUYAMHO
COLIIAJIbHO-€KOHOMIYHUM cTaTyCc O10JOrYHUX MaTepiB HMXKYMM, HIXK CTaTyC IpH-
nmManpHuX cimeit. [Ipote mist 3M1HCHEHHS €KCIIEPUMEHTY HEOOX1AHO TOTPUMYBATH-
cs yMOBH, 1100 6abyci Ta Aigyci 3 000X CTOpIH HE PO3PIHSIUCS 3a COLIAIBHO-
eKOHOMIYHUM cTatycoM. O00€ 6ioyoTiuHNX OATHKIB HE TIOBUHHI BiPI3HATUCS BiJl
npuiiManbHUX OaThKIB 3a CBOIMHU I1HTEJICKTYAJIbHUMH XapakTepucTHKaMu. Jlis
oJiepKaHHSI HAUOUIbII BIPOTIAHUX PE3YJIbTATIB KUIBKICTh OOCTEXKYBAHUX MPUHOM-
HUX giTeit Mae Oytu B Mexkax 200—300 ocib.

JIns migBUINEHHS HAOIMHOCTI JAaHUX B JOCIIIKCHHS BKIIFOYAIOTh 3BHUYAMHI
ciM'i AK KOHTpOJbHI. [IOpiBHSHHS NaHUX, OJEPKAHUX B MPUUMAIBHUX CIM'AX, 3
JAHUMHM, OJICP)KAaHMMHU B 3BHYAHHHUX CIM'SX, JIO3BOJISE TIEPEBIPUTH, UM HE PO3PI3-
HSIFOTHCSI CTHII1 OATBbKIBCHKO-AUTSIYUX BIJHOCHUH B JIBOX THUIIAX CIME.

SIKI0 € MOXKITUBICTh, TO BU3HAYAIOTHh KOPEJSIIII0 MIXK PO3ITy4eHHUMH OpaTa-
MU 1 cecTpaMi, BIJJJaHUMH B 1HIII ¢iM’1 a00 3aJIUIICHUMU 3 010JIOTIYHUMH OaThKa-
MH, a TaKOXX MDK JITbMU PI3HOTO MOXOJKEHHS B CKJIajl mpuiiMaiibHOi ciMm’i. Lle
JIaCTh JOJAATKOBI1 JaHI, IO HIABUIIUTE HAAIMHICTD JOCIIKEHHSL.

VY psani kpain (y ToMy uucii B YKpaini ta Pocii), y 3B'I3Ky 3 ICHYIOUMMHU TYT
TPaAJMIIISIMU YCUHOBJICHHSI (TAEMHHMIISI YCHHOBIICHHS OXOPOHSETHCS 3aKOHOM), BH-

KOPHUCTaHHS METO1y MPUHOMHHUX AITEH MPAKTUIHO HEMOXKIIHBE.
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3.6. LiInToreHeTn4yHi metoamn

3.6.1. Anani3z kapioTumy

[IpyuHIMUIY TUTOTEHETUIHUX JTOCIIKEHb chopmyBaucs mpotsirom 20—30-x
POKIB MUHYJIOTO CTOJITTS Ha KJIACHYHOMY O0'€KTI T€HETUKU — MYIII Apo30dimi Ta
JEeSKUX pocauHax. MeTo nmomsirae y MiKpOCKOMIYHOMY JOCIIIKEHHI XpOMOCOM Ha
MeTadaszHii cTali MiTo3y. Y JIIOJIMHUA HAU3PYUYHIIIUM 00’ €KTOM ISl IbOT'O BUSIBU-
JUCS KyJbTHBOBAHI B CHELIAIbHOMY PO3YMHI JIM(OUUTH nepudepiiiHoi KpOoBi.
3BUYAHO AOCIIKYBaHI KIITHHU TIJISATAI0Th CHeIiaabHIi 00po0Ili, B pe3yabTaTi
SIKOT XpOMOCOMU BUSIBJISIFOTHCSL YITKMMU Ta BIAJQJICHUMHU OJIHA Bl oJHO1. Baxxnu-
BUM eTaroM € ¢apOyBaHHSI XpOMOCOM 3a JOTIOMOTOI0 PI3HOMAaHITHHUX METOJUK B
3aJICKHOCTI BiJl ME€TU JOCHipkeHHs. [le mae MOKIMBICTD MiJIpaxoByBaTH iX 1 aHai-
3yBaTu. HopMasibHUI KaplOTHUIl JIOJIMHUA BKJItOYae 46 XpoMocoM, 13 sIKUX 22 napu

ayTOCOM Ta 2 CTaTeBl XpPOMOCOMH.

X

Mai. 26. CxemaTuunuii BUrJsi qudepeHiiitno ¢hapOooBaHUX XpOMOCOM JIFOIUHH
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KoxHa xpomocoMa npu 3acTocyBaHHI 0COOIMBOro (papOHMKA MO CBOIN J0-
BXKUHI BUSIBJISIE€ UITKE TU(EpEHITiFOBaHHS HA TEMHI Ta CBITJII CMYTY — TaK 3BaHi JIH-
cku. [locnioBHICTh po3TallyBaHHS LUX JAMCKIB, iXHs (hopma cTporo creuudiuHi
JUJIs1 KOYKHOT XpoMocoMHU. (Mall. 26).

SIKIIO MOPYIIEHHS CTOCYEThCS CTATEBUX XPOMOCOM, TO AOCIIHKEHHS CHpO-
HIy€eThCsl. Y LIbOMY BUIAJKY MPOBOJUTHCS HE aHAJ3 YChOrO KaploTUIly, a o0cTe-
KYIOTHCS COMAaTUYHI KIITHHHU HAa HASBHICTh y HUX CTAaTEBOTO XpoMatuny. Cmame-
6UIl XpOoMamuH — 11¢ HEBEJIMKE JUCKONOA10HE TIIbLE, IKE IHTEHCUBHO (apOyeThes
UTOJIOTIYHUMHU OapBHUKaMHU. BOHO BUSBISAETHCS B iIHTEp(PA3HUX KIITUHHUX SIpax
6es3rocepeIHbo Mmija saepHo MeMOpaHoto. CTaTeBUH XpOMATHH SBJIsIE€ COOOIO CITi-
panizoBaHy X-XpOMOCOMY 1 YTBOPIOEThCSI Y KIHOK IIIeé B paHHROMY eMOpioreHesi
0 PO3BHTKY CTAaTEBHX 3aj103. MOro HasBHICTh MOXKHA BH3HAYHTH Yy OyIb-SIKHX
TKaHuHax. YacTiie BChOTO JOCTIIKYIOThCS eMmTeMalbHl KIITUHU CIM30BOI 000-
JIOHKM IIOKH. Y KaplOTUIl HOPMAaJbHOI JKIHKHM € JIB1 X-XpOMOCOMH, 1 OJHA 13 HUX
YTBOPIOE TUIbIIE CTATEBOTO XpoMmaTuHy. KiNbKICTH TiJ€Ih CTATEBOTO XPOMATHHY
Ha OJMHUIII0 MEHIIA, HDK YUCI0 X-XpOMOCOM Yy JaHoi ocoOunu (Mai. 27). Y xi-
HOK, sKi MaroTh Kapiotun 45/X0] (X—monocomis; cunapom IllepemnieBcbKkoro—
Tepnepa), snpa KIITHH HE MarOThb crtareBoro xpomaruny. [lpm cunapomi X-—
Tpucomii (47/XXX]) y )KIHKH yTBOPIOIOTHCS J1Ba TUIbLS, Y YOJOBIKA 3 KapiOTUIIOM

47[XXY] (cunnpom KunstitHbenbTepa) € oiHe TUIbIE (K Y HOPMAIbHUX KIHOK).

1 2

Maj. 27. CtaTeBuii XpOMaTHH Yy sipax KIITHH HOPMaIbHUX KiHKH (1)
Ta 4OJIOBiKa (2), a TAKOX Yy XKIHKH 3 X-Tpucomiero (3)

BusnayenHst craTeBOro XpoMaTuHy BUKOPUCTOBYIOTH 1 B CYJIOBIA MEIUIIMHI,
KOJIM HEOOX1THO 3 IJIIMaM# KPOB1 BCTAHOBUTH CTATE€BY MPUHAICIKHICTH OCOOH.
AHami3 KapioTHIy Ma€ IMPOKE 3aCTOCYBAHHS ISl BUBUEHHS Mopdosorii

XPOMOCOM JIFOJAMHU B HOPMI Ta TP MATOJIOT1i, BA3BHAYEHHS iX KUIHKOCTI, BABYEHHSI
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IpOLECY CTapiHHA TKAaHWH TUIa, IarHOCTYBAaHHS PI3HOMAHITHUX 3aXBOPIOBaHb
CraIKoBoi pupoau Toio. [Ipu HEoOX1THOCTI BiH 31HCHIOETHCS Pa3oM 3 TeHeaso-
TFIYHUM METOJIOM, KOJIM IIMTOJIOTIYHI JJaHI BAAEThCS IMOB’SI3aTH 3 (PEHOTUIIYHUM

IIPOsABOM O3HAKH.

3.6.2. 'eHeTHKA COMATHYHUX KJIITHH

HaiiGinbpmmii iHTepec I TeHETUKHU JIIOJMHU MPEACTABISIE METOJ TOpUIn-
3alii COMaTUYHUX KIITUH. OCKUIBKM COMAaTU4H1 KIITUHU HECYTh YBECh OOCAT CIia-
JIKOBOI1 1HOpMaIlii, 1el METOJ Ja€ 3MOTy BUBYATH HA HUX TC€HETUYHI 3aKOHOMIp-
HOCT1 BCbOr'0 opraizmy. [[ns nociikeHHs: 3BUYaiilHO BUKOPHUCTOBYIOTH KJIITUHU
cniosryyHoi TkanuHH ((pidpodnactu) abo mimdonutu kposi. ['IOpuau3aiis KyIbTh-
BOBAaHUX Pa30M COMATHYHUX KJIITHH PI3HUX OPraHi3MiB 3/1MCHIOETHCS 3a JI0MOMO-
roro Bipycy maparpuiry. ['10puan3aiiisi MOKIIMBA MK KITITHHAMH HE TIJIbKH OpPTaHi-
3MIB PI3HHUX BUJIIB (JIFOJMHA — MHUIIIA), & ¥ PI3HUX THUMIB (JItoauHA — Komap). ['16pu-
JTHA KJIITHHA MICTUTh YC1 XpOMOCOMHU 000X 0aThKIBChbKUX KiiTUH. Hanpuknan, ri6-
PUIHI KIITHHU JIFOJWHY 1 MU MaioTh 43 mapu xpomocom: 23 — Bija moauHu Ta 20
— Big murm. Hagani BigOyBaeThCs MOCTYMOBE BUAAICHHS XPOMOCOM TOT'O OpraHi3-
My, KJIITHHH SKOTO MAlOTh OUIBII MOBIIBHUI TEMI PO3MHOXKEHHA. Y TIOpUIHHUX
KJIITUH JTIOJUHU—MHUIII BUAATISIOTHCS XPOMOCOMH JIFOTUHHU.

VY ribpuaHUX KIITUHAX (PYHKIIOHYIOTh XPOMOCOMH SIK JIFOJWHH, TaK 1 MMILIL,
TeHU SKUX JCTEPMIHYIOTh (BU3HAYAIOTH) CHHTE3 BIAMOBITHUX (DEPMEHTIB. 32 YMOB
nudepeniianbHoro papOyBaHHs MOPGOIOTIYHO MOXKHA BIJIPI3HUTH KOXKHY 3 XPO-
MOCOM. Ko B riOpUIHINA KIITHHI BIACYTHS sIKa-HEOyAb XpOMOCOMa 1 HE BiJj0yBa-
€THCSI CHUHTE3 MEBHUX (PEPMEHTIB, TO MOKHA MPUITYCTUTH, 110 T€HH, SAKI BU3HAYA-
I0Th CUHTE3 IIUX (DEpMEHTIB, JIOKAJI130BaH1 B Hil. Takum 4rHOM, 1Iei METO]T 103BO-
JIsi€ BCTAHOBIIIOBATH TPYNH 3YEIUICHHS Y JIIOJWHHM, a BPAaXOBYIOYM JeNerii Ta
TpaHCJIOKaIliil, — 3’ COBYBATH 1 MOCIIIIOBHICTh PO3TalllyBaHHS I'eHIB, TOOTO CKiIaaa-
TH TEHETUYHI KapTH XPOMOCOM JIIOAWHM; JOCII)KYBAaTU T'€HHI MyTalli, a TaKOX
MyTareHHy Ta KaHIEPOT€HHY aKTHUBHICTh XIMIYHUX PEUYOBHH, Y TOMY YHCIi HOBO-
CTBOPIOBAHUX JIIKIB.

91



Ha migcraBi pociipkeHb TIOpUIHUX COMATUYHUX KJIITUH BUSABJICHO, IO T'€H
IpyIu KpoBi 3a cucteMoro AB( 3HaxoauTbes B 9-1i1 xpoMocoMi, 3a cuctemoro MIN
— B 2-1if XpoMocoMi, a 3a cucteMoro Rh —y 1-1if XxpoMocoMi.

JlocmiKeHHs COMAaTHYHUX KJIITUH JIFOJWHH 3 BUKOPUCTAHHSIM CHEIliaTbHUX
JIHK-mapkepiB ja€ 3MOry JOCUTh TOYHO BCTAHOBJIIOBATH JIOKANi3allll0 T'€HIB Y
xpoMocomax. TakuMm crnocoOoM OyJ0 BHU3HAYEHO, L0 I'€H 3aXBOPIOBAHHS ILIKIpU
rinepkeparo3y (HaJAMIpHOTO 3pOTOBIHHSI €MiIEPMICYy IIKIpH), 3HAXOIUThCA B 17-11
XpOMOCOMI, a TeH XBOpoOu AublreiiMepa (crapedya HEAOYMKYBATICTb) — y 21-1if.
3MICHIOETHCS BUBYCHHSI TEHETUYHOI KAPTUHU TaKWX 3aXBOPIOBAHb K IYKPOBUU

niaber, mu3o(peHis Ta 1HIINX.

3.7. bBioximiuHi MeTOAMN

[Tpy4rHOIO YKMCIEHHUX CIMAJKOBUX MOPYIIEHh OOMIHY PEUOBHH € pi3HOMA-
HITHI Je()eKTH PepMEHTIB, IKi BAHUKAIOTh BHACIIIIOK MyTalliii BiAMOBIAHUX T'€HIB.
Taxki 3axBOprOBaHHS JiCTaJI Ha3By epMeHTOMNaTiid, abo ensumomnariii. Cepen HUX
HAWOUIBII PO3IMOBCIOKEHUMU € (DEHUIKETOHYPIs, AJIKaNTOHYpIs, TaJIaKTO3eMis,
MYKOBICLIHJ103, XBopoOa ['ome, xBopoba Test — Cakca, anb0iHI3M Ta 1HIIL. bioximi-
YH1 MOKa3HUKHU (IEPBUHHUN MPOAYKT reHa, HAKOMMYEHHS MaTOJOTTYHIX MeTa0oTi-
TIB B OpraHi3Mi XBOPOT0) YITKIIIE BIAA3EPKATIOOTh CYyTHICTh XBOPOOU MOPIBHIHO
3 KIIHIYHUMH TOKa3HUKamMHu. BUKopuCTaHHS cydacHMX O10XIMIYHMX METOMIB —
enexkTpodopesy, xpomarorpadii, CIEKTPOCKOITi TOMO — JAal0Th MOXJIUBICTh BH-
3HAYUTU OyAb-sIKI METaOOIITH, crieur(iuHl AJi1 KOHKPETHOI CIaJKOBOi XBOPOOU.
O0’exkTamu O10XIMIYHHX aHAJI31B MOXKYTh OyTH ceda, MiT, [1a3Ma Ta KJIITUHHA KPO-
Bi, KyJIbTYpH KIiTHH (p16pobdaactu, JiMPouTn).

Xpomamoepagisi — 11e cnocid po3aUIEHHs PI3HUX CyMIIIEel Ha CKJIaJ0B1 Yac-
TUHU. MeTo MoJirae B TOMy, 110 B HEPYXOMOMY CEpPEIOBHILI, YEPE3 SIKE MPOTIKAE
PO3YMHHUK, KOXKHHI 13 KOMIIOHEHTIB, 3aXOIUICHUH PO3YMHHUKOM, PyXaeTbes 13
IIEBHOIO IIBUJKICTIO, HE3aJIC)KHOIO Bl IIBHUIKOCTSH IHIIMX KOMIIOHEHTIB. SKIIO,

HAIMPUKJIA, CyMIIl MITMEHTIB, K1 BU3HAYAIOTh 3€JCHUI KOJIIP POCIUHU, POZUHHH-
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TH B TEBHOMY DPO3YMHHHUKY 1 MPOIMYCTUTH Yepe3 SIKeCh HEPYXOME CEpEAOBHIIIE,
CKa)XIMO, uepe3 MeJIeHy Kpeiay, TO I CyMIll PO3AUIMTLCSA Ha KiIbKa PI3HUX TIT-
MEHTIB. 3a TaKMM >K€ MPUHIIMIIOM BH3HAYAETHCS HASBHICTH MEBHOTO ()EPMEHTY B
CKJIQJIHIN CyMill pI3HOMAHITHUX PEYOBHH OPTaHi3My.

Enexmpogopes siBise coborw oaHy 13 momudikaiiid xpomarorpadii, koau
HEOOX1THO PO3AUTUTH MOJIEKYJIH 3 pi3HUMU 3apanamu. B xpomarorpadiunomy ce-
PEIOBHIII T JI€I0 EIEKTPUYHOTO OIS Pi3HI MOJIEKYJIH CYMIII PyXarThCsl B TOU
Yy IHIIMK O1K B 3aJIEKHOCTI BiJ iX BIIHOCHUX Mac Ta 3apsniB. Enextpodopes mm-
POKO 3aCTOCOBYETHCS JJISI BUIUICHHS Ta 1eHTU(DIKAIllT aMIHOKHCITOT.

Cnexmpockonis TIONSATa€ y BU3HAUCHHI OyJOBU MOJIEKYJ PI3HOMaHITHHX
PEYOBHH 3a JOMOMOIOI0 CHEIIAIbHUX MPUIaAiB CIEKTPOCKOMIB. B 3a1eHOCTI Bif
TUITy TIPUJIATy CIEKTPOCKOIIs 3IHCHIOEThCS B yJIbTpadioneToBiil, BUANMIN abo
1H(padepBoHiil yacTuHax crekTpy. CBITJIO MPOIyCKAaIOTh Yepe3 JOCHTIKYBaHy pe-
YOBHUHY 1 aHAII3YIOTh XapakTep WOro cnekrpy Ha Buxonl. Ha migcrasi Toro, mo
KOXXHUN XIMIYHHI €IEMEHT Ma€ CBOI XapaKTepHI JiHII y CHEKTpl, BUBHAYAETHCS
XIMIYHA CTPYKTYpa MOJIEKYJIM JaHOT PEUOBUHU. TaKMM YMHOM MO>KHA 1IeHTU(DIKY-
BaTW MEBHUN (EPMEHT UM 1HIIY XIMIUYHY CIOIYKY B OpraHi3mi abo BU3HAYHUTH OY-
JIOBY paHiIlle HEB1IOMOi PEYOBUHHU.

bioxiMiuHI MeToaM IyXe TPYIOMICTKI, BUMAararTh CHEL1aIbHOro o0na-
HaHHS 1 TOMY HE MOKYTh BUKOPUCTOBYBATHUCS JUIsl MACOBHUX MOMYJISLIAHUX JAOCII-
JUKEHb 3 METOK PAHHBOT'O BUSIBJIEHHS XBOPHX 13 CIAJIKOBOIO MATOJOTIEI0 OOMIHY.
OcTaHHIMH pOKaMH y PI3HHUX KpaiHaxX po3pOOJISIFOTBCS 1 BUKOPUCTOBYIOTHCS IS
MAacCOBHUX JOCIIIJKEHb CcHelliaibHi nporpamu. [lepimuii eran Takoi mporpamMu Ha3H-
BA€THCSA CKPUHIHIOM (ITPOCIFOBAHHSM) 1 MOJISTAE Y TOMY, II00 cepe]l BEIUKOI KiJib-
KOCTI 00CTE)XYBaHUX BUIAUIMTH MMOBIPHO XBOPHUX, SIKI MAIOTh SIKECh CIIAJKOBE Bij-
XWJIeHHS BiJl HOpMU. Ha 1ipomy etamni 3BUYaliHO BUKOPUCTOBYIOTH MPOCTI Ta J0-
CTYIHI €KCIPeCc-METOAM JUIsl BUSIBJIEHHS MPOAYKTIB OOMIHY y ceul, kpoBi. Ha npy-
TOMY €TaIli IPOBOAUTHCS YTOUHEHHS (M1ATBEPIXKEHHS UM CIPOCTYBAHHS J1arHO3Y).
JIist 1bOTO BUKOPHUCTOBYIOTHCSI TOUHI XpoMarorpadiuHi MeTOAu BU3HAUYEHHS (e-

PMEHTIB, aMIHOKHCIIOT TOLIO.
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BukopucToBy0Th Tak0X MIKpOOI0OJIOTiUHI TECTH, SIKI IPYHTYIOTHCSI HA TOMY,
0 JeAKl ITaMu OaKTepiil pOCTyTh TUIBKM HAa CEPEIOBUINAX, K1 MICTATH IMEBHI
aMIHOKHUCJIOTH, BYTJIeBOJU. SIKIO y KpoBi ab0 ceul € HeoOXiiHA JIJIsi POCTY pedo-
BUHA, TO Yy yanii [leTpi HaBKOIO (GUIBTPYBAIBHOTO TANIEPY, MPOCOUYECHOTO OJHIEIO
3 IIUX PIIMH, CIIOCTEPIra€ThCsl aKTUBHE PO3MHOXKEHHS OaKTepiil, 4oro He OyBae y
BUITAJIKy 0OCTEKEHHS 3JI0POBOI JIFOINHHU.

bioxiMiuH1 METOJU 3aCTOCOBYIOTHCSI TAKOX 1 JIJIsSi BUSIBIICHHS T€TEPO3UTOT-
HUX HOCIiB CIIQJIKOBUX aHOMAJIH, sIKI y (DEHOTHUII IPOSABIIAIOTECA HEBUpa3Ho. [lpu
I[bOMY 3aCTOCOBY€THCSI 010XIMIUHE TECTYBaHHS, MIKPOCKOMIYHE JOCIIIKEHHS KIIi-
TAH KpPOBI Ta TKAaHWH, BU3HAYEHHS AKTUBHOCTI MEBHOIO (PEpMEHTYy, 3MIHEHOTO
BHACJIIIOK MyTaIii Tomo. Taki 3aX0u HeOOX1H1 JIJIsl 3A1MCHEHHS] CBOEYACHOTO JIi-
KyBaHHsI Ta MPO(ITAKTUKH, a TAKOX /I BU3HAYCHHS BIPOT1IHOCTI MaTH XBOPY JH-

THHY B T€HETUYHO PU3UKOBIN CiM’1.

3.8. MonekynsapHo-reHeTU4MHUM MeTox

Lle#t meton no3Bossie anamizyBatu (parmentu JJHK, 3HaxoauTn Ta i30:110-
BaTH OKpPEMI I'€HU Ta iX CETMEHTH 1 BU3HAYATH B HUX MOCIOBHICTh HYKJICOTHU/IIB.
Joro ycrilHo BUKOPHCTOBYIOT JUIsl ineHTHdIKALii FreHHUX MyTallii, a TaKOX st
BUBUYCHHS F€HOMY JIOJUHU. BiH 3a3HaB mmpokoro 3acrocyBaHHsa 3 70—80 pokis
MUHYJIOTO CTOJIITTS Y 3B’SI3KY 3 PO3BUTKOM MOJIEKYJISIPHOI TCHETHKHU.

[ToyaTkOBUM €TaroM MOJEKYJSIPHO-TEHETUYHOTO aHai3y € OJepKaHHS J0-
cTaTHbO1 KinbkocTi 3pa3kiB JIHK 3a nonomororo kinonyBanss. jis 1bOro BUKOPH-
ctoBytoTh reHoMHy JIHK — Bcro JIHK kmitunu abo oxpemi ii pparmentu.

Jecmipanizaiiis, BUSBICHHS Ta BHUpizaHHsS BianoBigHux ¢parmentie JJHK
3JIIACHIOETHCS 32 JOMOMOT0I0 OCOOJIUBUX (PEpPMEHTIB pecmpurkma3i. Pi3Hi pecTpu-
KTa3W PO3IMMI3HAIOTh TUTHKU BIAMOBIIHI TMOCIIJOBHOCTI HYKJICOTH/IIB Ta PO3Pi3at0Th
JIHK y BignoBignux micisix. Buokpemieni ¢pparmentu JIHK 3a momomororo cre-

ianbHUX (PEPMEHTIB HOAIMEPA3 KOMIOIOTh B HEOOX1IHINA KUTBKOCTI.
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KomiiioBani ¢parmentu JIHK 3a momomororo enektpodope3y Ha arapoBoMy
a00 moJIaKpuaMiIHOMY Tefll po3AUISIOTh Ha (pakiiii 3a po3mipamu. e MoxkInuBO
3aBJSIKM TOMY, IO Mif Ji€r0 enekrpuyHoro nois ¢pparmentu [JHK pyxarorses mo
TeJII0 13 MBUAKICTIO, 3aJICKHOIO BiJl X JTOBXKMHHU — YUM BOHU KOPOTII, TUM IIIBHU/I-
e pyxarwThes. B pesynbraTi pparmentn JTHK uepes neskuii yac 3aliMaroTh MeBHE
MIOJIOKEHHST Ha TOJIOC] TeJII0 Y BUIJISAAI OKpeMUX cMYT. J[OBKHMHY KOXHOro (par-
MEHTa BU3HAYAIOTh MIJISXOM MOPIBHSHHS BIJICTaHEH, MPOUIEHUX HUM Ta CTaHIap-
tHUM BiJpizkoMm JJHK (3 BimomMumu po3mipamu Ta MocCiiIOBHICTIO OCHOB).

Jist inentugikanis BuauieHux ¢parmentiB JHK ix cnouyaTky po3aiisiorh
Ha JIBa JIAHI[FO)KKA, a TIOTIM T1OpPUAN3YIOTh 3 BiJIIOBIIHUMH MapKepHUMHU (DparMeH-
tamu JJHK. Skio npu uboMy yTBOPIOETHCS HOpMasibHA MO/ABIMHA cHipalb, TO J0-
ciipKkyBaHuii pparmeHT OyB 0e3 mopylieHb. SIKIo kK coipaib Mae AeQeKTd, TO
JOCIIKYBaHUN (parMeHT € MyTaHTHUM.

Pi3ni Mommdikaiii mpboro MeToay JO3BOJISIIOTH y JabopaTopii aHai3yBaTu
HaBiTh He3HauHy KinbkicTs JIHK, y3aTy y XBoporo. IX ycImilnHO BUKOPHCTOBYIOTh
JUIsl IPEHATaJIbHOI A1arHOCTUKU cragkoBuX xBopoO. IIpu upomy JJHK Buaiistors
13 eMOp1OHAIBLHUX KJIITHH, SIKI HAssBHI B HABKOJIOIUTIAHIN piinHI. AHOMAJIBHUIN eM-
OpioH Jerko po3simi3HaeTbesi, 60 HWoro JAHK riOpuan3yeTscs TIIBKM 3 MapKEpHUM
¢parmentoM JIHK, sikuii Mae KOMIUIEMEHTapHY MyTaHTHY ITOCJI1JIOBHICTh HYKJIEO-
THU]IIB.

B 90-x pokax MHUHYJIOIO CTOJITTS 3@ JIOMOMOTOI0 MOJIEKYJISIPHO-T€HETUYHOI
METOMHUKHU Oy iAeHTH(IKOBaHI Ta JOKATI30BaHI T€HH, BIAMOBIJAIbHI 3a TaKi TA-
K1 CIIaJKOBI XBOPOOU HEPBOBOI CUCTEMHU JIIOJIUHU K Xopes [ eHTUHITOHA, MIOTO-
HIYHA JUCTpOodisi, CHHIPOM JOMKOI X—XpOMOCOMHM Ta iHIII. BusiBuiocd, 1o rex
xopei ['eHTUHITOHA JIOKaJI30BaHuil B KOPOTKOMY Ijiedl 4-0i xpomocomu. Bin mae
TUISTHKY, JIeé HYKJICOTHIHA IOCHIJOBHICTh MpeACTaBieHa Oararopa3oBUM MOBTO-
peHHAM Tpbox ocHOB LA (nuTo3uH—aneHIH—TyaHiH). Y HOpMIi KUIbKICTh TaKHX
MOBTOpPIB KonuBaeThbes Bix 11 1o 34, a y XBopux, BHACHIIOK MyTarlii rexa, ix 37—
86. XBopoba ycnagKOBY€EThCS 32 ayTOCOMHO-JOMIHAHTHUM THUIIOM, 1 O3HaKa Mpo-

SBJISIETHCS B YCIX HOCIIB I'€Ha.
95



KonTpoJbHi 3anuTanHs 10 po3aiay 3

1. Ha3BiTh 0COOJIMBOCTI JIFOAWHU SIK TEHETUYHOTO 00’ €KTa.
. SIK1 MeToaM DOCHIKEHHS T€HETUKU JII0AuHN Bu 3Haere?
. [llo Take monmyJsI{iiHUI METOA TOCHIIP)KEHHS B T€HETHII1 JIFOJJUHU?

. OOrpyHTY#TE 3HaUYCHHS T€HEAJIOTIYHOI'0 METOY JJISI TCHETHKHU JIFOIHHU.

2
3
4
5. Ha3BiTh OCHOBHI NPUHIIMIIHN aHATI3Y POJIOBOY.

6. lllo mae OMM3HIOKOBHIT METOM A1 TCHECTUKH JIFOIHMHU?

7. ITosICHITH sSIBUIIIE KOHKOPJIAHTHOCTI.

8. ITpo 110 cB1IYMTH BeIMYMHA KOE(ILIEHTY YCIIaIKOBYBaHOCTI?

9. ¥V yomy mosisirae 3HaUYE€HHS METOJy NMPUAOMHUX MITEH JIsi BUBUCHHS Te-
HETUKH JTIOIUHU?

10. Sxi OyBarOTh HUTOT€HETUYHI METOJIU TOCTI>KEHHS T€HETUKHU JTIOJIUHU?

11. SIxe mpakTU4YHE 3HAUYCHHS aHAJI3y KaplOTUITY JIFOAUHU?

12. OGrpyHTyiTe 3HAYEHHS M'€HETUKW COMATUYHUX KIITHH B JOCIIKEHHI
TEHOMY JIIOJUHU.

13. YV yoMy nossraroTh 610XiMI4HI METOAM T€HETHUKH JIIOJIMHM Ta iX MpPaKTHU-
YHE 3HAYCHHSA?

14. Illo Take cyyacHUIl MOJEKYISIPHO-TEHETUYHUIN METO]I BUBYEHHSI T€HETH-

KU JIFOAWHHU Ta WOoro ITPAKTU4YHEC 3HAUCHHA?
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4. KNACUYHA TEEHETUKA NIOOUHHU

4.1. MeHpgenoro4di O3HaKun

VYciM KMBUM Opradi3Mam, y TOMY YHCHl 1 JIOJUHI NPUTaMaHHI BIJIKPUTI
['. Menpnenem 3araibHi 3aKOHOMIPHOCTI yCHAJAKyBaHHS O3HAK. TakKMM YHMHOM, KO-
YKHA O3HAKa JIIOJIMHHA BU3HAYAETHCS MApOI0 ajesel reHa, siki po3ranioBaHi B OJHa-
KOBHX JIOKyCax rOMOJIOTTYHHUX XpoMocoM. J[Jis JrouHM, SK 1 JJi1 BCIX OpPraHi3MiB
XapakTepHI yCl THUOM YCHAJKyBaHHA: ayTOCOMHO-JIOMIHAHTHE, ayTOCOMHO-
pelecuBHE; yCHaJAKyBaHHA, 34YEIUIEHE 31 CTATTIO; YCMaJKyBaHHS BHACIIJIOK B3ae-

MoJii HeaJIEJIbHUX T'€HIB TOILIO.

4.1.1. AyT0COMHO-I0OMiHAHTHE YCHAJAKYBAHHSHA

[Tpn ayTOCOMHO-JOMIHAHTHOMY yCHaJKyBaHHI O3HaKa MEPENAEThC BIJ OJI-
HOTO 13 0aThKiB MPUOIU3HO TOJOBUHI AITEH, HE3aJIeKHO BiJ cTaTi. OCKIIBKY O3HA-
Ka He OyBae B MPHUXOBAHOMY CTaHi, BOHA € JIOMiIHaHTHOIO. To# ke ¢akT, mo ii
MPOSIB HE 3AJICKUTH BiJl CTaTl, CBIYUTH MPO T€, 110 I'eH, SKWUH 1i BU3HAYAE, JIOKaTi-

30BaHUMN B OJTHIH 13 ayTOCOM.

Mau. 28. deHoTUNIYHUN TPOSB OpaxigaKTHIIII:
A — KOpOTKoOIIaia pyka MOpiBHIHO 3 HOPMaJIbHOIO,
b — 3BepHITh yBary Ha aHOMaJIbHE YKOPOUEHHSI TBOX KIHIICBHX KICTKOBHX (pajiaHr
CEpeIHBOTO MAaJbIlI Ta 3POIIECHHS IMX KicTo4oK y oxHe mije B I, IV ta V manmbipsax

XapakTepHUM TPUKIAIOM ayTOCOMHO-TOMIHAHTHOTO YCIaJKyBaHHS € Opa-
X1JaKTHITIS, TIPO IO BKe 3ragyBanocs B po3aiai 3.3.3. Hocii o3Haku Bij3HAYAIOTH-

Csl HE TUIBKM YKOPOUYEHMMHM (hajlaHTamMH MajblliB PYK Ta HIr, aje W 3MEHIICHHSIM
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KUTBKOCTI camux (Qananr (Mai. 28). AHOMaisl MPOSBIIAETHCSA HAa BCIX YOTHPHOX Ki-
HiiBkax. Kpim Toro, moau 3 KOPOTKMMH HaJbISIMU MalOTh HU3bKHUI 3picT (Y Me-
xax 150-160 cm) yHACHIZOK YKOpPOYEHHS KICTOK HIT, 1 KOPOTKI PYKU. Y BChOMY
IHIIIOMY BOHU TIPAKTUYHO 3/I0POBI.

[HOMI MOMIHAHTHE 3aXBOPIOBAHHS XAPAKTEPU3YETHCS @iOCymHicmio (hikco-
6AHO020 8IK08020 nepiody npoagy KITHIYHUX CUMITOMIB. Y LIbOMY BUNAJIKY, HE
JTUBIITYUCH HA TSHKKICTH XBOPOOH, 3BUYAHO MOYKHA CKJIACTH 3MICTOBHI POJIOBOIM.
KnacnyHuM MmpuUKIaoM TAakoro siBuila Moxe OyTH xoped ['eHTHHITOHA, siKa Cy-
IIPOBOJIKY€ETHCS JIET€HEPALIIEI0 HEPBOBUX KIITHH Y Oa3ajIbHUX TaHIJIAX, 10 IpH-
BOJUTH /10 O€371aJHUX MUMOBUILHUX PYXiB, pyHHYBaHHS OCOOMCTOCTI Ta MOCTYTIO-
BO HapoOCTaruyoro HegoyMmcra. OOCTEXEHHs 3HAUYHOI KUIBKOCTI XBOPUX Y PIZHHUX
KpaiHax IMOKa3ayo, M0 MOYaToK Xopei ['eHTMHITOHAa MOKe MpUITalaTh Ha PI3HUN
BiKOBUM mepioa (man. 29). Y mepeBa)kHOi OUIBIIOCTI HOCIIB reéHa KJIIHIYHI CHMII-
TOMH XBOPOOM BUSIBJISIFOTHCS TUIBKH TICIS OAPYXKEHHS. MOXHA TIPHUITYCTUTH, IO
TYT MOTJIU TPAIUTHUCS BUMAJKU HOBUX MYTaIlil, aje 00CTeKEHHS THCSIY YPaKEHUX

HE BUSIBUJIO YKOJIHOT'O BUIIAJIKY MYTaHTHOI MPUPOIU XBOPOOHU.
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Bik novamry xeopobu

Man. 29. Po3nonin BunaakiB xopei ' @HTUHITOHA 32 BIKOM IMOYAaTKy 3aXBOPIOBAHHS

[Hme xapaktepHe /UIsi JOMIHAHTHUX O3HAK JIFOJMHU SBHIIE — HEIIOBHA MEHE-
TPaHTHICTh. Ilenempanmuicms — 11¢  CTATUCTUYHE MOHSTTS, IKE BU3HAYAETHCS SIK
MIPOIIEHT OCOOWH 3 (PEHOTHUIIYHUM TPOSBOM O3HAKH BiJ] 3arajbHOI KIJTbKOCTI HOCIiB

reHa B MOMyJiALii. Y BUIAJKy HEMOBHOI MEHETPAHTHOCTI MpHU Mepeaadl O3HaKu
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1HO/I1 OJHE IMOKOJIHHS MponyckaeTbcs. IIpu nboMy B reTepO3UroTHOro I1HAMBIJA
O3HaKa, MONPH OYIKYBAaHHS, HE BUSIBIISETHCS.

[IpukiiaoM 3aXBOPIOBAHHS 3 HEMOBHOIO MEHETPAHTHICTIO MOXKe OyTH pe-
TUHOOJIACTOMA — 3JIOSKICHA MyXJIMHA CITKIBKA OYel y JiTed paHHBOro BIKY. JlBO-
CTOPOHH1 BUMAJKA PETUHOOJIACTOMHM 3aBXKJIH MAlOTh JIOMIHAHTHE yCHaJKyBaHHS.
[lixaBo, 1m0 OUIBIIICTh OAHOCTOPOHHIX OJWHUYHUX MYXJIHMH HE Ma€ CIagKOBOi
IPUPOIH 1, UMOBIPHO, BUKIIUKAETHCS COMAaTUYHOIO MyTarlieto. HaBiTe y THX pojo-
BOJIaX, SIKI MOKa3ylThb PEryJisipHE JOMIHAHTHE YCMAJAKyBaHHS, HEPIAKO MOXHa
3HAWTH TPOMYCK TOKOJIHHA 3a XBopoOoto (Main. 30). OOcTexeHHS YHCICHHHUX
ypakKeHUX POJOBOJIIB 3aCBIIUIIIM, IO MEHETPAHTHICTh YCIX BHUIIAJIKIB PETHHOOA-
CcTOMU (OJHOCTOPOHHIX 1 IBOCTOPOHHIX) ckiaaae 6u3bko 90%. Tpeda nam’araru,

10 MOKAa3HUK TIEHETPAHTHOCTI MOXE 3aJIe’KaTH BiJi BUKOPHUCTOBYBAHHX METO/IIB
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. . feocmopoHHa

Man. 30. PogoBia 3 peTHHO01aCTOMOIO:
HeypakeHa xiHka /1.4 moBuHHa OyTH reTepO3UroTOI0,
ockinbku 11 Matu 1.2 1 nouka I11.2 ypaxeHi

00CTEKEHHH.

Jlns 6aratboX AOMIHAHTHHUX O3HAK JIIOJWMHU XapaKTepHa Bapiloloua excnpe-
cueHicmb TEHIB. 32 TAKOI CUTYaIlli T€H MPOSBISETHCSA B YCIX TETEPO3UTOT, ajie Pi3-
HOIO Miporo. OMH 3 TPUKJIAAIB BapitO0U0i eKCIPECUBHOCTI JOMIHAHTHOIO I'eHa €
HelpodibpomaTos. Ile 3axBOprOBaHHS CYNPOBOIKYETHCS HASIBHICTIO MHOKHHHHX
HNICMEHTHUX UM, HIKIPHUX Ta MAIIKIPHUX TYXJIUH Ta NPOSBISETHCS 3 MOMEHTY

HapOKEHHS. Y OJHUX XBOPHUX HAsIBHI yC1 CUMIITOMHU, & Y IHIIUX, HABITh Y THX €
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CIM'SIX, MOJKHA 3HAWTH JIMIIE MOITMEHTHI IUIAMU. ['eHeTWYHMHA MEXaHI3M IHOTO
SIBUIA [TOKU 10 HE BUBYEHO.

KpiM HaBefeHuX BUIIE MPUKIAAIB, 32 ayTOCOMHO-JIOMIHAHTHUM XapaKTe-
POM y JIIOJIMHU YCIAIKOBYIOThCSI Taki MOP(OJIOTIUHI O3HAKU SIK TPABOPYKICTh, Te-
MHUM KOJIIp BOJIOCCS, OUIMI JIOKOH HaJl JIOOOM, KyuepsiBe a0o »KOPCTKE BOJIOCCS,
Kapl o4Yl, BEJIUKI O4Yl, JOBI1 Bli, MepeHiccsl 3 TOPOUHKOI0, TOBCTI I'yOU, BECHSIHKH,
sIMKa Ha T1100pi11i, 3Ha4Ha BOJIOCATICTh Tijia Ta 6arato iHIIMX, a TAKOXK YHCIICHHI
CIAJIKOB1 MATOJIOT1i: paHHE OOJUCIHHS YOJOBIKIB, TIEPTEH31s, MITPEHb, KaTapaKTa,
nesiki opMU KOPOTKO30POCTI Ta JaJeKO30pOCTi, 3asiua ryda, MOJIiAaKTHIIIA, apax-

HOJAKTUJIISI, KAPJIMKOBICTh, TEMOJIITUYHA JKOBTSIHKA, /11a0€T HEIlYKPOBHUH TOIIIO.

4.1.2. AyT0COMHO-peieCUBHE YCIAAKyBAHHS

Ha BiniMiHY BiJl ayTOCOMHO-/IOMIHAaHTHOT'O yCHAJAKyBaHHS, IIPHU SKOMY Maii-
e BCE ypa)K€HE IMOTOMCTBO € pe3yjbTaT HUII00Y MK I'e€TepO3UTrOTOI0 Ta 370PO-
BOIO TOMO3UTOTOIO ( Aa X aa), OLIBUIICTh OAPYKEHB, JOCIIKYBAHUX IPHU PELIECH-
BHUX 3aXBOPIOBAHHSX, TPAIUISETHCS MK (PEHOTHITHO HOPMaJIbHUMHU T€TE€PO3UrO-
TaMu — Aa X Aa. Y MOTOMCTBI BiJl TaKoro Iuito0y renotunu A4, Aa 1 aa OyayTh
npeACTaBleHl y cHiBBiAHONIEHH] 1:2:1, 1 BIpOTiHICTh TOTO, 0 AUTHHA BUSBUTHCS
ypaxeHoto (aa), ckiane 25%.

Po3zristHemMo 0co0IMBOCTI ayTOCOMHO-PELECMBHOIO YCNAJIKyBaHHs Ha MpU-
KJIa/11 MITMEHTHOI KCEPOJEPMH — 3aXBOPIOBAHHS, SIKE HEJAABHO MPHUBEPHYIIO YBary
CHEIIAJIICTIB 3 MOJICKYJISIpHOI TeHeTUKH. Ll matosoris cynpoBOKY€EThCS M1BU-
HICHOI0 YYTJIMBICTIO KJIITUH LIKIpU A0 yJIbTpadioneToBux npoMeHis. [lepii o3Ha-
K1 XBOPOOU BUSIBIISIIOTHCS Y Billl 2-3 POKIB, KOJIM MICHs nepeOyBaHHs HA COHIIl BH-
HUKA€ CTIMKa 3amajbHa peakilisl BIAKPUTUX AUISHOK IIKIPU, 0COOIUBO 00MyYs. Y
MOJIATBIIIOMY PO3BHBAIOTHCS MPOILIECH PYHHYBAHHS TKaHWH IIKIpH, SKi 3aBEpIIy-
IOTBCS 3JIOSIKICHUMHU MyXJIMHAMH. 3a BIJICYTHICTIO JIIKYBaHHSI HAacTyIa€ CMEPTh.
XBopo0Oa MOXe MPOSABUTHUCS cepea AiTei Oau3bkocnopigHeHux 1uto0iB. Ha man.
31 npexacraBiaeHUN TUIIOBUM POJIOBiA, B IKOMY OQThbKH € JIBOIOPITHUMH OpaToOM Ta
CECTPOI0, AK1 YCIaIKyBaJIl aHOMaJIbHUM T€H B1J CIIUJIBHOTO MPEAKa.
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Maxn. 31. PogoBia 3 MOOAMHOKUM BHUIIQJIKOM MIrMEHTHOI KCEPOJEPMHU Y TUTHOO1
JBOIOP1IIHUX OpaTa Ta cecTpu

3HUKEHHS YMclia CIIOPITHEHUX HUTI00IB Ta 3MEHIIEHHS PO3MIpY CiM'T B Cy-
4aCHOMY CBITI pOOJISITH BCe OUIBII BaXKUM HajiliHE BU3HAYEHHS ayTOCOMHO-
PEIECHBHOTO TUIY YCMaIKyBaHHS I€HEANOTiYHUMU 3aco0aMu. 3a TaKHX YMOB JI0-
IIJTbHO KOPHUCTYBAaTHUCS O10XIMIYHUM a00 IHIIMMU CYYaCHUMHU METOJAMHU JOCIi-
JOKEHHS T€HETUKHW JIoAuHU (auB. po3ainu 3.6.2; 3.7; 3.8). SAkimio 3axBOproBaHHS
plaKiCHE, 1 0COOJIMBO SIKIIO Y TUTUHU BUSIBISIOTHCS CUMITOMU MPUPOIKEHOTO T10-
pYIIEHHS METaboJ13My 1 MPU [IbOMY MO>KHA BCTAHOBUTH BIJICYTHICTh TIEBHOTO (e-
PMEHTY, TO PELIECUBHUI TUI YCHAJAKyBaHHS BEJIbMU BIpOTiAHUN (3BUYANHO 3a BIJ-
CYTHOCTI JOKa31B MPOTUIICKHOI MOMKIIMBOCT1).

I'eHeTnyHa rereporenHicTs. [1Im00K TBOX TOMO3HUTOT 3a OJHIEIO 1 TIEO XK
PELIECUBHOIO aHOMAJIIE€I0 J1ykKe piakicHI. [Ipu npomy Bel 11T ypaxkeHi. B renernu-
HIl JiTepaTypl OMUCAHO PSIT TAKUX MPUKIA/IIB CTOCOBHO anb0iHi3My. ONHAK, y J1e-
SKUX BUIAJIKaX y 0aThKiB-aJIbOIHOCIB HAPOJKYBAIKCS JIITU 3 HOPMAJILHOIO IirMe-
HTaUl€r0. SKIIO 11 JITH HE € MO3alUTI0OHUMU, TO MOXHA MPUITYCTUTH, 10 OATbKU
TOMO3UTOTHI 3a PI3HUMH T'€HaMHu aJIb0iHI3MY. TOOTO B I'€HOTHII JIOJUHU MArOTh
OyTH mpuHaiMHI /IBa JOKYCH anb0iHi3My. Take siBUILE ICTAJI0 Ha3BY 2eHemuuHoi
2zemepozennocmi. [1i3HilIe TETEPOTCHHICTH aab0iHI3MY OyIa miaTBEpIKEeHA 32 J10-
MIOMOTOI0 O10XIMIYHOTO METO/TY.

I'eneTnuHa reTeporeHHICTh OyJia BUSBIIEHA Ta IMIATBEp/UKEHA OaraTbMa Me-

TOJAMH TaKOX JUIsl CHAJAKOBOI TIIyXOHIMOTH (Main. 32). 3BepHITH yBary, o B
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MpEeACTaBICHOMY POJ0BOAI 000€ 0AaThKIB MAalOTh YpaXKeHUX PIIHUX OpatiB Ta cec-
Tep. Jlo Toro k BOHU € NIThbMHU OJIM3bKOCTIOpiIIHEHUX 1UI001B. [IpoTe nBOE iX cu-
HIB HE ITyXl, 00 € NOJIBIMHUMU IE€TEPO3UTrOTaMH 3a IBOMA PI3HUMHU F€HAMU TIIyXO-

HIMOTH — AaBe. batbku x Oynu romo3urotramu AA466 Ta aaBB BiANOBIAHO.
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Ma. 32. PonoBif 3 TIIyXOHIMOTOIO, IO LTIOCTPY€E TEHETHYHY T€TEPOTCHHICTh

J1o 03HaK 3 TeHETUYHOIO I'€TEPOTEeHHICTIO Y JIFOJMHH BITHOCSITHCS MPSIME BO-
joccsl, CBITII 0Yl, KUpIAaTHi HIC, TOHKA LIKIpa, pe3yc-BiJI eMHA 1-11a rpymna Kposi,
YHUCJICHHI XBOPOOU 0OMIHY pedoBUH ((PEHUIKETOHYPIs, TAIAKTO3EMIs, TICTUAIHEMIS
TOIIO).

ExcripecuBHICTh T€HIB y MeXax CIM’i 32 ayTOCOMHO-PELIECUBHOIO YCIAJIKY-
BaHHS, SK MMPABWIO, OUTBIN OJHOPIAHA, HIXK 3a AoMiHAaHTHOro. OJHaK MDKCiMelHa
MIHJIUBICTh MO€ OyTH JOCUTbH 1CTOTHOIO. HermoBHa MeHETPaHTHICTh PELECUBHUX
asieNiedl y MOMmyJIsIisiX 3yCTPIYa€eThCs JOCUTD P1IKO.

3a ayTOCOMHO-PEIECUBHUM IMPUHIIMIIOM yCHaJAKOBYIOTHCS Takli MOp(oori-
YH1 O3HAKH JIFOJAWHM SIK CBITJIE, IPAME, M Ke a00 pyjae BOJIOCCs, OJIAKUTH1 abo cipi
04i, TOHKI TyOH, IpSAMUNA HIC, BUCOKHH 3PICT, a TAaKOX YHCIICHHI, KpIM 3TaJIaHUX
BHUIIIE, CIAJKOBI MAaTOJIOTii: Mikpouedatis (HeIOPO3BUHEHICTh MO3KOBOI YaCTUHU
yeperna), aMaBpoTU4Ha 1110Tist (xBopoba Test — Cakca), CXWIBHICTB J0 alleprii, Iry-

KpOBOT0 J11abery, TyOepKyIb03y, mu30hpeHii Ta 1HIIIi.
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4.1.3. Inmi TMnU JOMiHYBAHHS 03HAK

VY nroauHU, SK 1 B IHIIUX OpraHi3MiB, HasiBHI TaKOK HEIIOBHE JIOMIHYBaHHS,
KOJIOMIHYBaHHS Ta HaIIOMIHyBaHHS.

Henogne 0ominyeannsa nonsira€ y npoMi>kHOMY IPOsIBI O3HAKH TIPU FETEPO-
3UrOTHOMY CTaHi ajeliell reHa. BoHo Moye TopKaTucs ik HOpMaJlbHUX, TaK 1 MaTo-
JIOTTYHHUX O3HAK.

3a MM THUIIOM Yy JIIOAMHU YCHAJKOBYIOTHCA TaKi O3HAKW SK PO3MIpU HOCa,
poTa 1 ouei, BiICTaHb MK OYMMa, BUII’ TYEHICTh I'y0 Ta 1HIII.

PosrisHeMo neit Tun ycnaakyBaHHS Ha NMPUKJIIAJ1 ATOJIOrIT — OJHIET 3 GopM
aHoTasbMil (BIICYTHICTh OYHUX SIOJYK). Y JOMIHAHTHUX TOMO3HUTOT (AA) O4Hi
101yKa HOpMaJIbHUX PO3MIPIB; y reTepo3uror (Aa) ouHi 10ayKa 3MEHIIEHI B PO3-
Mipi, ajue 31p 30epeKeHHil, a y pelleCUBHIUX TOMO3UTOT (aa) O4Hi A071yKa BiACYTHI.
Big numro0y 1BOX 1HAMBIAIB 13 3MEHIIIEHUMH PO3MipaMH OYHUX s01yK (Aa) Bipori-
JTHO YeTBEpTa YaCTUHA JiTel MaTUME HOpMaibHI o4l (AA), MOJOBUHA — 3MEHIIIEH]
ouHi s01yKa (Aa) Ta YeTBepTa YacTHHA JITeH HAPOIUTHCA 0e3 OUHMX S0NyK (aa).
Bu moxeTe nepexkoHaTHCs y IbOMY caMi, CKOPUCTaBIIKMCH penriTkoro [lenHera.

[HI1a cuTyalisi BAHUKAE y pasl, KOJW BIJHOCUHHU JOMIHAHTHOCTI Ta PELIECH-
BHOCTI BiICYTHI 1 00u/IBa ajneys mposBISIOThCA Y ¢denotumi. [loxibna B3aemois
HA3UBAETHCS KOOOMIHY8AHHAM (CYMICHUM JJOMIHYBaHHSIM).

SBule KOJOMIHYBaHHS Y JIFOAMHM MOXHA IPOUIIOCTPYBAaTH Ha MPHUKIAL
ycnaakyBaHHs 4-0i rpynu KpoBi 3a cucreMoro AB0. Ilpu upoMy 4OTUpH TpyIu
KpOBi BH3HAYaroThcs TphoMma aneasmu I, IP ta I, sxi posrauioani B 9-iii mapi
xpoMocowm. Ilepmri 1Ba anens € JOMIHAHTHUMH, a TPETill — periecuBHUi. | rpyma
KpoBi Bu3HauaeThes mapoto aneneit I°1°, 11— F'I* a6o I'1°, 111 — I°I* a6o I°I°, a
IV — I'l’. YV ocrannboMy BHNaAKy QYHKIIOHYE [Ba Pi3HUX HOMIHAHTHHX aiels
OJIHOTO T'€Ha, 1110 1 € IBUIIEM KOJOMIHYBAaHHS.

3a MPUHIMIIOM KOJIOMIHYBAaHHS Y JIOJUHH YCIAJKOBYEThCS TaKOX OJIHA i3
rpyn kpoBi (rpyna MN) 3a cuctemoro MN. I'eH 1i€i cucteMu KpoBi Moxke mnepely-

. o M N . . .
BaTu B CTaH1 IBOX aJICIICHU — L" talL , AK1 HC MAKOTb MI1XK 00010 JOMIHAHTHO-
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pelecHBHUX BifHOCHH. SIKIO onuH i3 GathkiB Mae rpymy kposi MM (LYLY), a
inmmit — NN (LVL™). to Bci ixni aité MatumyTs rpyny kposi MN i 6ynyTh rerepo-
3UrOTaMu 3a reHoMm L (LMLN).

SBuIe HaA0OoOMiHysanHsa TIOB’I3aHO 3 TUM, IO Y P/l BUTIAJIKIB JTOMIHAHTHI
ajielll B TeTepO3UrOTHOMY CTaHi MPOSIBISIIOTHCA CUIIBHIIIE, HI)K Y TOMO3UTOTHOMY.
BOHO JIOCHTh PO3MOBCIOJKEHE y JKUBil mpupoai. Moro MoxHa crocTepirati i y
moauuu. [IpoinmocTpyemo 11e Ha mpuKIIai 0cid, FreTepO3UrOTHUX 3a aNleIsIMU HOP-
MAJILHOTO Ta CEepPrONoAiOHOKIITHHHOrO remornodiny Hb" ta Hb® Bimmosinno. 3a
NEBHUX YMOB OTOUYIOUOTO CepeAOBHUIIA (ONTUMAIbHA KUIBKICTh KUCHIO B YUCTOMY
oBiTpi Hu3MHHOI MicueBocTi Tomo) renorun Hb? Hb® Binpisuserscs Ginbuioro
JKUTTE3IATHICTIO, HIK HbS Hb® i nasite Hb" Hb",

HannmomiHyBaHHS TakoX IIOB’S3aHE 3 TaKMMH CKJIQJHUMHU KUIbKICHUMH
O3HAKAMM SIK KUTTE3NATHICTh, TPUBAJICTh KUTTA TOLIO. Y CEJEKLii POCIuH Ta
TBApUH HAJJIOMIHYBAaHHS B1JIOME I1J Ha3BOKO IE€TEPO3UCY, KU MPOSBISETHCA Y

NEePIIOMY MOKOJIIHHI T10pH/IIB.

4.2. Bsaemopisi HeanenbHUX reHiB

Bume Oynu po3risHyTi 03HAKH, SKi BH3HAYalOThCA OMHUM reHoM. OJHaK
3BUYaliHO Ha (PEHOTUITHUM TPOSIB OJHOTO TMEBHOTO I'eéHa BIUIMBAIOTH IHINI TCHH.
[IpukiiazioM ckiaaHOI B3a€MOJIII T€HIB MOXe OyTH ycrnaJKyBaHHS pe3yc-(hakTopa.
Xoya 1€ SBWINE MajO0 BHBYCHE, BBAXKAETHCS, IO Pe3yc-(haKTOp BU3HAYAETHCS
TphOMa reHamu. BHacIij0K B3aeMO/Iii IIUX TE€HIB MMO3UTUBHUM pe3yc-(haKTop MOXKe
HPOSBIIITHCS CUJIBHILLIE UM CJIa0KIILIE.

Haii0inp11 BUBUEHMMH THIIAMU B3a€EMOJIIl T'€HIB € emicTa3, KOMIUIEeMEHTap-

HICTb 1 MOJIIMEPISL.

4.2.1. Emicras

Emicra3 — 11e B3aeMo/iis HeaJleIbHUX T'€HIB, MPHU AKIHA CIIOCTEPITAEThCS MPH-
THIYEHHS MPOSIBY OJHOTO I'€Ha €0 1HILIOTO, HEAJIeJIbHOro reHa. Po3pi3HsaoTh J10-

MIHAHTHUN Ta PEIIECUBHUMN €MICTa3.
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3a dominanmno2o enicma3y NOMIHAHTHUI alleJib OJTHOTO I'€HA MPUTHIYYE
IPOSIB JIOMIHAHTHOTO ajies iHIoro rexa. lle siBuile BUSABIEHO B CHUCTEMI IpyIl
KpoBi AB(. Ilpu npomy goMiHAHTHHI ajnenb Le BUKIMKAE YTBOPEHHs I'PYIOCIIE-
nuivHoro antureny Lewis, a HeaJenbHUI HOMY JOMIHAHTHHM ajielb Se — ceKpe-
nito anturediB ABH y ciuni. ¥V iHauBiaiB 3 reHotunamu LelLe sese abo Lele sese
aHTUreH Lewis-a MpUCyTHIN y CIUHI Ta B epuTpourTax. SAKnio x anenb Le KoMOi-
HYEThCSI X04a O 3 OJJHUM asiesieM Se, KITbKICTh aHTUreHy Lewis y CIIMHI 3MEeHIITy-
€ThCS, a 13 EPUTPOLUTIB BiH 30BCIM 3HHUKAE.

Y nomiOHMX BHNAJKaX MNPUTHIYYIOUMA T€H HA3UBAETHCS  2€HOM-
Mooughikamopom. [HILIMMU TIPUKIIaJaMd MOJU(IKYIOUOr0 BIUIMBY T'€HIB Y JIIOU-
HU MOXKYTbh OyTH Majia OpaxigakTuiIis, KaTapakTa, KJIlIIHenoA10Ha KUCTh Ta 1HIII.

3a peuecusnozo enicma3zy peleCUBHUN ajiesib OJHOIO0 I'€Ha B TOMO3UTOTHO-
My CTaHi (aa) He 1a€ MPOSIBUTUCS Oyab-sKii KoMOiHaIlT ayieneit inmoro rena (BB,
Bb, bb).

[TpuxiiaoM peLecuBHOIO €micTady y JIOJUHU MOXKE CIY)KUTH TaK 3BaHUM
GoMOeiichbKHil (DeHOTHUII, KONM 1HAMBIA, y SKOro HasBHMil anenb I” 3a CHCTEMOIO
rpyt kpoBi ABO i sixuit mae 111 a6o IV rpymy xposi (I°I%, I°I° a6o I'I” Binnosiz-
HO), 1ICHTU(IKYETHCS 3a PEaKI€l0 arIiOTHHAIIT (CKUIIaHHS KPOBIi) SK JroauHa |
rpym kposi (I°I°). Take sBUINE BUHMKAE B Pe3yNbTaTi TOTO, 1O JAHWH iHAMBI €
peleCMBHOIO TOMO3UT0TOI0 (Ah) 3a reHoM H, sSikuii BU3HAYa€ CUHTE3 MOMNEPEIHUKA
anTurenis A ta B. Jlna denotuniunoi peanizanii aneneii I ta I neo6xinna npu-

CYTHICTh X04a 6 0JHOTO JOMiHAHTHOTO anens H.

4.2.2. KomiuieMeHTapHICTh

KoMrmeMeHTapHICTh — I1e TaKUH THI B3a€MOJii, KOJIM O3HAKY BU3HAYAE IIC-
BHA KUIBKICTh HeasJelbHuX reHiB. [Ipu npboMy (eHOTUITHUIN MPOSB O3HAKKA BHU3HA-
4aloTh PI3HOMaHITHI KOMOIHAIIIT JOMIHAHTHHUX Ta PEIIECUBHUX aJIeJICH I[IUX I'eHIB.

P03BUTOK HOPMaJIBHOTO CIYXy 3HAXOAWTHCS I TCHETHYHUM KOHTPOJIEM
JECATKIB PI3HUX HeaJeIbHUX T'eHIB, TOMO3UTOTHUN PEIICCUBHHM CTaH OJHOTO 3
SKUX MOYKE TIPUBOJUTH JI0 OJHIET 3 popM criaikoBoi riayxoTu. Takux ¢opm y Jto-
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nuHU Bigomo monan 30. Skmio oauH i3 6AaThKIB € TOMO3UTOTOIO 332 PEICCUBHUM
ajieNieM aa, a JPyruil — TOMO3UTOTOIO 32 1HIIKMM PElieCUBHUM anesieM bb, To BoHn
riyxi. TuM He MeHule, BCi iXHI JITH MaTUMYTh HOPMaJIbHUX CIyX, 00 OyAyTh IO-
JBIMHUMH T€TEPO3UroTaMu 3a oooma reHamu (AaBb), konu nomiHaHTHI ajneni B3a-
€MHO JIONOBHIOBATUMYTb OANH ojHOTO. (Mai. 32).

KommiiemenTapHa B3aeMO/ii HEalIeIbHUX T€HIB Y JIIOAUHU MA€ MICLIE TAKOXK

y cucTemax 3abe3nedeHHs 30py, piIBHOBArk, CMaKky TOIIO.

4.2.3. Iloaimepis

[Tomimepist — e Bua B3aeMO/Iii, KO e(PEeKTH AEKITbKOX HealeIbHUX T'eHIB,
10 BU3HAYAIOTH OAHY M Ty K O3HAKY, MpUOIM3HO ogHakoBi. [1omiOH1 03HaKH OJ1e-
pKaJli Ha3BYy KUIbKICHUX, a00 MOJIMEPHUX O3HAK. SIK MpaBUiO, CTYIIHb MPOSBY
MOJIIMEPHUX O3HAK mepeOyBae B MPsMil 3aJIeKHOCTI BiJl KUTBKOCTI JOMIHAHTHHX
ajieNied reHiB, 10 X BU3HA4aroTh. [loniMepHi reHn 3BUYailHO MO3HAYaI0Th OJHA-
KoBUMHU JiTepamu. ([uB. po3ain 2.2.3).

[TpuknagoM MoOJIMEPHOTO YCIAIKyBaHHS y JIOJWHU MOKe OyTu 3a0apBIieH-
HS IIKIPHUX TOKPUBIB, SIKE BU3HAYAETHCS, BIPOTITHO, TPhOMa a00 YOTUpPMA T'€Ha-
MU. BITMB KOKHOTO 3 MUX T'eHIB Ha 3a0apBIeHHS MIKIpWA MPUOIU3HO OJHAKOBHUHU.
Bix nutto0Oy iHAMBIAA HETpOigHOT pacu (KOPIHHOTO MEMIKaHIl AQPHUKN) 3 YOPHUM
3a0apBieHHsAM 1iKipu (A4 AA AA) 3 TpeICTaBHUKOM €BPOIEOIHOI pacu 3 011010
HIKIPOIO (@a aa aa) AT HAPOJKYIOTHCA 3 TPOMIKHUM KOJIBOPOM LIKIpU (MyJIaTH;
Aa Aa Aa). [litn Big nutto0y ABOX MYJIATiB MOXYTh MaTH OY/b-Ke 3a0apBiICHHS
HIKIpU: B1J] YOPHOI 0 01101, 3aJIeIKHO BiJl KIIBKOCTI JIOMIHAHTHUX aJICJICH.

[TonimepHe ycmaakyBaHHS y JIOJUHU XapaKTEepHE TAKOX JUISl TAKHX O3HAK
SIK 3pICT, Maca Tijia, 3a0apBJIEHHS BOJIOCCA (KpIM PHIKOI0), KOJIIp panyKKu o4eit
Ta 0araTo IHIMUX KUTHKICHUX O3HAaK. UM OuTbIa KiTbKICTh HEaJeIbHUX TeHIB KO-
HTPOJIFOE PO3BUTOK Ti€T UM 1HIIOT O3HAKW, TUM MEHII MOMITHI IMepexoau MK (de-

HOTHIIAMHU.
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4.2.4. IlneioTpomnist

Bzarani, sk cBig4aTh JOCIIKEHHS, BCl T€HH, TIEIO UM IHIIOI MIpOIO, B3a€-
MOTIOB’sI3aH1 Y CBOiX ()YHKIISIX. 3a Takol CUTyallli OJJMH I'eH MOKE BIUIMBATH Ha
(GyHKUIT L1JTOT HU3KU HEaJIeJIbHUX T'eHIB. Take siBUIlE AICTAJIO Ha3BY n/1eiomponii.

HaiissckpaBimmm npuKiIagoM MIEHOTPONHOI il TeHa y JIOJUHU € CUHIAPOM
Mapdana — 3aXBOpIOBaHHSI, IKE YCHAJIKOBYETHCS 32 ayTOCOMHO-JOMIHAHTHUM TH-
noM. ApaxHojakTuiis ("maBykoBi" manblll) — OAUH 3 CUMIITOMIB L€l CHaJAKOBOI
XBOPOOU. [HIIMMU cUMIITOMaMH ii € BUCOKHN 3pICT Yepe3 CHIIbHE BUIAOBKEHHS Ki-
HIIBOK, HaJIMIpHA PYXJHUBICTb CYIJIOO1B, KOPOTKO30pICTh, CIIPUYMHEHA II1JBUBU-
XOM KpHIUTAJIMKA, Ta aHeBpu3Ma aopTH. CUHAPOM 3 0JHAKOBOIO YaCTOTOIO 3yCTpi-
YaEThCS Y YOJIOBIKIB 1 )KIHOK. B OCHOBI1 BKa3aHUX CHMIITOMIB JI€KaTh MOPYIICHHS
PO3BUTKY CHOJYy4YHOI TKaHWHH, 110 BUHUKAE HA PAHHIX €Talax OHTOIeHe3y 1 L0
MPUBOJUTH 1O MHOKMHHUX (DEHOTUITIYHUX MPOSIBIB.

[1nefoTponHOI0 M1€I0 XapaKTEPU3YIOThCS TaKOX 1HIIN YUCICHHI CIaJKOB1
MaTOJIOT].

[leHi eranu MerabomiisMy (y Mepily 4epry CHUHTE3 CKJIaJHUX OpPraHIdYHUX
CHOJNYK) 3a0e3neuyoTbes reHamu. [IpoaykTu MeTaboIiuHuX peakiiiii, y CBOIO uep-
Iy BIUIMBAIOTh HA Mepelir 1HIMX MeTaboIIYHuX peakiid. B pe3ynbrari Takoro mo-
pylIeHHs MeTabodi3My Ha OJHOMY eTami BigoOpassiThbCsl Ha MOJAJIbIIMX €Tarax.
[HIIMMM ciOBamu, 3M1HA €KCIIPECUBHOCTI OJIHOTO T'€Ha BIUIMHE HAa LLIMN Al eyie-

MCHTApPHHUX O3HAK.

4.3. YcnagKyBaHHS O3HaK i cTaTb

4.3.1. I'eneTuxka crarti

Kapiotun mroguHu MICTUTBH 22 Mapu ayTocoM Ta 1 mapy cTaTeBHX XpOMO-
coMm. HaGopu ayTocom y 4OJIOBIKIB Ta 3KIHOK 32 (POPMOIO OJIMHAKOBI, a NIApH CTaTe-
BUX XPOMOCOM PO3PI3HIETHCS. Y JKIHOK — II€ JIBI X-XpPOMOCOMH, a y YOJIOBIKIB —

X-xpoMocoma Ta Y-XpomMocoMa. X-XpoMocoMa He BIJPI3HAETHCA BiJl ayTOCOM Ce-
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pennix po3mipiB (NeNe 6-12). Honosiva ctateBa Y-xpoMocoma MOP(OJIOriyHO HO-
ni0Ha 10 HanapiOHImMX Xpomocom (NeNe 21, 22). ([Ius. mai.. 7 Ta 26).

CrareBi XpOMOCOMHU MPEJICTABJICHI B KOXKHIA COMATUYHIM KIITHUHI JIFOJUHHU.
[Ipu yTBOpeHHI TameT mij Yac Melo3y TOMOJIOTIYHI CTaTeBl XPOMOCOMH PO3XO-
JSATHCS B Pi3HI cTaTeBl KIITUHU. OTXKe, KOJKHA SUIEKIITHHA KPIM 22 ayTOCOM Hece
OJIHy cTaTeBy XxpoMmocoMy X, 1 ii ramioignuii HaOip ckiagae 23 xpomocomu. Bei
CIEPMATO300HU TAKOK MAIOTh TAILIOTIHUN HAOIPp XpOMOCOM, 13 SKUX 22 — ayTOCO-
MU, a OJlHa — cTareBa. [Ipu 1bOMy OJHA MOJIOBUHA CIIEPMATO300HIB MICTUTHh X-

XpOMOCOMY, 1HIIA OJIOBUHA — Y -XpPOMOCOMY.

Tabun. 7. 'eneTnuHe BU3HAYEHHS CTaTl Y JIOJMHU

JKinoui ra-
METH

X X

Yonosiui | X | XX XX
ramMmeTu

Y| XY | XY

CraTh JIFONWHW BHU3HAYAETHCS Yy MOMEHT 3aIUTIHCHHS, KOJU XPOMOCOMHI
HaOboOpu ramer 00’€IHYIOThCS. 3rajJaemMo, 110 3UT0Ta MICTUTH 22 Hapu ayTocoM 1
OJIHY IMapy CTAaTEBUX XPOMOCOM. SIKIO SHIEKIITUHY 3aIUTiTHAB CIIEPMATO300H 3
X-XpOMOCOMOI0, TO B 3UTOTI Mapa cTaTeBuUX xpomocoMm Oyne XX, 1 3 Hei po3BH-
HEThCSA JIBUMHKA. SIKII0 K 3amliHEHHA 3I1MCHHUB CHEPMATO300H 3 Y-
XpPOMOCOMOI0, TO Halip cTareBuUX XpoMocoMm y 3urori — XY. Taka 3urora mactb
MIOYaTOK YOJIOBIUOMY OpraizMmy. Takum 4MHOM, CTaTh MailOyTHHOT AUTHHHU BU3HA-
Yyae pi3HOraMeTHUM 3a CTAaTEBUMHU XpOMOCOMaMu 4o0J10BiK CITIBBIHOILIEHHS CTaTel
IPU HAPOKEHHI MPUOIN3HO BiANoBiAae cmiBBiAHOMIEHHO 1:1. (Tabm. 7).

[IpoTte Hacnpapai e He 30BciM Tak. CITIBBIIHOIIICHHS CTAaTE€ cepejl HOBO-
HApO/KEHUX (BIIOME SIK BTOPUHHE CITIBBIAHOIIIECHHS CTaT€l Ha BIAMIHY BIiJl MeEp-

BUHHOTO CITIBBIIHOIICHHS TPH 3aIUliIHEHHI) TPOXHU 3CYHYTO y OIK XJIOMYHKIB
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(102-106 xmomuukiB Ha 100 piBuatok). IlepBrUHHE CIIBBIIHOIIEHHS CTATEH TOYHO
HEBIJIOME, ajie € JesKi JaHl, [0 BOHO TaKOX MIHJIMBE. BUSBUIIOCS, 1110 SIK EPBUH-
HE, TaK 1 BTOPUHHE CIIIBBIJTHOIICHHS CTATEeH 3aJIEKUTh BiJl TPUBAJIOCTI MEPIOAY MIXK
CTaTeBUM aKTOM 1 OBYJIAIIIEIO, BIJ YaCTOTH CTAaTEBUX aKTIB, 3arajJbHUX YMOB,
BKJIIOYAIOYM HABITh CTaH BiitHU Ta mupy. L{ikaBo, 110 ¥ 3a MWTYYHOrO 3aruIiTHEHHS
YacTKa XJIOMYUKIB Cepeli HOBOHAPOKEHUX BUSIBISETHCS 1ICTOTHO BUIIE, HIXK JIIB-
YaTOK.

Crarb MailOyTHBOI AUTUHU BU3HAYAETHCS HE JIUIIE KOMOIHAIIEID CTAaTEBUX
XpoMocoM. Benuky posb y 1iboMy MpoIieci y JIFOJAUHH BIAIIPae TOPMOHAJIbHA PETY-
TS, O 31MCHIOETHCS T JIIEF0 CTaTeBUX TOPMOHIB, SIKI CHHTE3YIOThCS CTaTe-
BUMH 3aJI03aMH.

JItoquHa 32 CBOEIO MPUPOIOI0 ABOCTATEBA. 3a4aTKHU CTATEBOI CUCTEMH OJIHA-
KOB1 Yy 3apojikiB 000X crateil. Skmo Y-xpomocoma BijicyTHS abo ii aKTHBHICTH
TNPUTHIYEeHa, TO 3a4aTKU CTATEBUX OPTaHiB PO3BHBAIOTHCA 33 JKIHOUMM THIIOM. IX
PO3BUTOK HE MOTPeOy€E CHEiaIbHUX PETYISATOPHUX MEXAHI3MIB 1 € CAMOYMHHUM.

HopmainbHi % 0COOMHM YOJOBIYOi CTaTl pO3BUBAIOTHCS TIIBKH y BHUIMAJKY,
SKIIIO BCl CTATEBl YOJIOBIYl TOPMOHHM, JIF0Yl HA 3a4aTKW 30BHINIHIX 1 BHYTPIIIHIX
CTaTeBUX OpraHiB, PYHKIIIOHYIOTh B TIEBHUH Yac 1 y BUBHAYEHOMY MICIII.

VY nanuit yac onucano 01u3pk0 20 pi3HOMaHITHUX AC(PEKTIB T€HIB, K MPU
HOpMaJIbHOMY YoJioBidoMy Kapioturi (XY) npuBoasaTh 10 mopyiieHHs: GOpMyBaH-
Hsl 30BHINIHIX 1 BHYTPIIIHIX CTaT€BUX O3HaK. BHACIIOK 1[bOTO PO3BUBAETHCS T'ep-
MapOAUTHHUIA OpTaHi3M TOTO 4M iHmoro tumy. Lli renHi myTarii moB’s3aHi 3 1o-
PYIICHHSM CHHTE3y CTAaT€BUX T'OPMOHIB, CHPUHHSATIMBOCTI PEUENTOPIB 10 HUX

TOIIO.

4.3.2. YcnaakyBaHHS 03HAK, 34YEIJIEHUX 3i CTATTIO

CrareBi xpoMocomMu X Ta Y 4acTKOBO rOMOJIOTIYHI, 00 MarOTh CIUIbHI IoO-
MOJIOTI4HI JIIJISHKY, B SIKUX JIOKAJII30BaH1 anenbHl reHu. [Ipote, He nUBIAYMCH Ha
11, BOHU 3HAYHOIO MipOI0 PO3PI3HAIOTHCA 32 (OPMOIO, PO3MIpaMH Ta TEHETUYHUM
HAMOBHEHHSM. AJKE, KpIM TOMOJIOTTYHMX AUISHOK, X- Ta Y-XpOMOCOMHU HECYThb
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BEJIMKY KUIBKICTh HEaJeJbHUX TeHiB. B X-xpoMocomi po3TalloBaHi I'€HH, SIKHX
HEeMae B Y-XpoOMOCOMI, a psiji TeHIB Y -XpOMOCOMH BiZICYTHI B X-XPOMOCOMI.

TakuM YKMHOM, y YOJIOBIKIB Y CTaT€BUX XPOMOCOMAX JESKi T€HU HE MAIOTh
BIJIMOBITHOTO aJIeJisi B TOMOJIOTIYHIA XpOMOCOMI. Y TakOMy pasi O3HaKa BHU3Hada-
€THCSl HE TIAPOI0 AJIEJIbHUX TEHIB, K 3BUYaiiHA MEHJIETIOI0Ya 03HAKA, a TIILKHU OJI-
HUM aneneM. [loaiOHuit cTaH reHa Ha3UBAETbCS 2eMi3UZOMHUM, A O3HAKH, PO3BH-
TOK SIKUX OOYMOBJIEHUH OJMHOYHHUM ajejieM, pOo3TalllOBaHUM B OJ/IHIN 3 albTepHa-
TUBHHUX CTaTEBUX XPOMOCOM, OJIep>KaJId Ha3BY 3YEIUIEHUX 31 CTaTTIO. Takl o3HaKu
PO3BUBAIOTHCS MEPEBAKHO Y OCOOMH OJIHIET CTATI 1 MO-PI3HOMY YCIIAJKOBYIOTHCS Y
YOJIOBIKIB Ta JKIHOK.

O3Haku, 34erieH 3 X-XpoOMOCOMOK, MOXYTh OyTH JOMIHAHTHUMU Ta pelie-
CUBHUMH.

X-3uenJjieHuil JAOMIHAHTHUI THI YCHAJAKYBaHHs. 3a JIOMIHAHTHUM X-
34YETUIEHUM THIIOM YCHAJKOBYIOTHCS MEPEBAXKHO XBOpoOM — rimodocdaTemMiunuii
paxiT, «3as4a ry6a», GoNKyJIsIpHUIA TinepkepaTo3 (HaAMipHE 3pOTOBIHHSA €Iiiep-
MICYy LIKIpH), OCEPEAKOBA rinoruiasis (HeA0PO3BUHEHICTh Oprany abo Moro yactu-
HH), IUBSIMUCTa XOHAPOAUCILIA3isi (aHOMalll MEepeTBOPEHHS XPSIIOBOI TKAaHUHU B
KICTKOBY), TEMHA eMaJib 3y0iB Ta 1HIIII.

Taki O3HaKM BHSBISIOTBCS Yy T€MI3UTOTHUX YOJIOBIKIB Ta T'€TEPO3UTOTHHUX
x1HOK. [IpoTe Bci cHM ypa)keHoTo OaThKa 1 3I0pOBOi MaTepi HE HECYTh MATOJIOTI-
YHUX O3HAaK, 3/I0pOB1 TAKOX IXHI1 JITH. 3 IHIIOTO OOKY, BCl JOYKH YpaX€HOro 0aTh-
Ka OyyTh ypaxeHi. Bijg ypaxkeHux MatepiB XBOpoOa MepeaeTbes JITAM HE3aIexK-
HO BiJ cTaTi 3 4acToTor 1:1 moaiOHO 10 ayTOCOMHO-JIOMIHAHTHOTO THIY YCHaj-
KyBaHHs. SIKIIO ypaskeHl 1HIMBIAM MalOTh HOPMaJbHY PENpPOIYKTUBHY 3/1aTHICTb,
TO B TOIYJISAIIT XBOPI KIHKH 3yCTPIYAIOThCS MPUOIM3HO B JIBA pa3H 4yacTille, HIXK
XBOP1 YOJIOBIKH.

XapakTepHUM TMPUKIAAOM X-3UEIJICHOTO JOMIHAHTHOTO YCHaIKyBaHHS
MOke OyTu HemocTtaTHi BMICT (ochopy B KpoBi (rimodocdareMis), 1Mo 4acTo
cpuuuHse rinopocpareMiyHui paxiT. Y poaoBoil Ha Mal. 33 BCl JOYKH ypake-

HUX YOJIOBIKIB, OAPYKEHHUX Ha 3J0POBHX JKIHKAaX, XBOpiIM Ha rinodocdaremiio
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abo0 paxiT, ToAl 4K BCl iXHI CUHU OyJIM 3I0POBHUMH. Y PAKE€HI MaTepl Majiu sIK ypa-

YKEHUX, TaK 1 3JJOPOBUX CHHIB 1 JOYOK IPUOJIIU3HO TTOPIBHY.

e

B @ :iroocpamenivnull paxim @ cinoghochamenis 6es paximy

Man. 33. PogoBin cim’i 3 rimodocharemiannum paxiTom

Bapro BiaMITHTH, 1110 y YOJOBIKIB CUMIITOMHU 3aXBOPIOBaHHS, K IPaBUIIO,
rOCTpIII, HK Y KIHOK. AJIPK€ y OCTaHHIX Jisi aHOMAJIBHOTO JTOMIHAHTHOTO aJelis
YaCTKOBO KOMIICHCY€ETbCS TOMOJIOTIYHMM HOPMAJIBHMM ajieleM y mapHii X-
XpOMOCOMI.

X-34emieHUud pelecCUBHUN THIN YCNAAKYBaHHA. PEelleCUBHUMU O3HaKamu,
SK1 BU3HAYAIOTHCS TeHAMU X-XPOMOCOMH, € TE€XK MEPEBAKHO XBOPOOH — reModiis,
JANbTOHI3M (HE3JaTHICTh PO3PI3HATH YEPBOHUM 1 3€JIEHUN KOJIBOPH), aTpodist 30-
poBoro HepBa, mionaTis [romieHa (YUIKOIKEHHs CKeJIETHUX M S31B) Ta 1HIIIL.

PosrnsHeMo ycnaakyBaHHS, 34€IUICHE 3 X-XpOMOCOMOIO, Ha MPUKIIAJL pe-
IeCUBHOTO TeHa remodinii. Y dYosoBika reH remodinii, jJokamizoBaHui B X-
XpPOMOCOMI, HE Ma€ ayiesig B Y-XpOMOCOMI, TOOTO 3HaXOAUThCA B FE€MI3UTOTHOMY
cTaHi 1 3Bu4aitHO nposBisieThes. o6 kparie po3iOpaTucs y reHETUYHOMY MEXaHi-
3M1 yCHaJKyBaHHS 111€1 XBOPOOH, 3aCTOCYEMO BIJIIOBIIHI TO3HAYCHHS:

H — reH HOpMasbHOT 3JaTHOCTI KPOB1 CKUIIATHUCH,

h — ren remoinii,

XY — vonosik 310pOBUH,

X"Y — wonosik, XBOpHIA Ha TEMO]IITIIO;

y KIHOK reMOo(d1JTisl MOKE BUSABUTHUCS TUIBKA B TOMO3UTOTHOMY CTaHI:

X"X" — xinxka 3m0posa,
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X"X" — rereposurorna 310poBa xiHka, ajne € HocieM rena reMoiii,

X"X" — xinka, xBopa Ha remodiiro.

3BHYAHO 3aXBOPIOBAHHS Bpa)Ka€ YOJIOBIKIB. YC1 iXHI 3JJ0pOB1 JOUYKHU € Ie-
TEPO3UTOTHUMHU HOCISIMU TeHy reMo(unii, OCKUIbKM ojepkaiu Bin Oarbka X-
XpOMOCOMY 3 aHOMaJIbHUM T€HOM.

Cepen cHHIB reTepo3uroTHHX Matepis (X" 'X”) CHiBBiIHOMICHHS XBOPHUX i
30poBHX cKiIagae 1:1, ockineku ramern X ta X" yTBOPIOIOTBCS 3 PIBHOIO Bipo-

T1IHICTIO.

Annbept Caxcen-Kobyprobkuit Bikropia
L ]

B’x‘ropm A.nica mnm Aﬂhl:hpeﬂ, ﬂylsa ﬁ Q —Cl) D

Neononwp Xenewa Beatpuca [enpix

A pi

Eayapa Vil Buk IV XeneHa il Banbaex- BatTeH-
FecceHcbKkui MipmoHTChKA Bepreekunit

oo oM o 0dd o w m

Ipena  Tenpix Anica  Onekcasap c“ce,. TNeononsa ;‘:_‘::; BIKTOPIS- Anudonc Xill

Blm:rem.u

Mpycekni Muxonall Amuria- AtnoW- HKoByprcekwi BatTeH- E€erexia
chka CBKM Geproukmin O°PTCEKMA  Egrroy.
Bepreeka
Banwgemap Tenpix Onexcin Pynpext Anedonco FoHzanec Kyan

Ma. 34. PonoBin 3 X-3uernsieHor reModisiero A B apChbKuX ciM’six €Bporu

HaiiBimomimum npukiiagoM X-34€IJICHOTO PEIECMBHOIO yCHaAKyBaHHS
CTajJo yCHaJaKyBaHHs KJIacHM4HOI remModiii Tuiy A cepel HalaiKiB aHTIIHCHKOT
koposieBu Biktopii (main. 34). Koponesa BikTopis Oyia reTepo3uroTHO0 3a TeHOM
remodinii 1 mepenana Moro cuHy-reMopuIMKy Ta TphoM noukaM. OfuH 13 HaIad-
KiB KOpoJieBH — napeBud Onekciil (CMH OCTaHHBOrO pociiicbkoro naps Mukonu 11
Ta BHYKH KOpoJjeBu Bikropii Amicu, sika Oyna HOcieM reHa remodinii) Takox OyB
ypakeHu# 11i€ro XxBopoOoro 3rigHO MPEACTaBICHOT0 POJAOBOY, SIK 1 CIIiJ YEKaTH
IpU PELECUBHOMY X-3UEIJICHOMY YyCHaJKyBaHHI, XBOPIIOTh Ha reMOQLIII0 JIMILE
yoJoBiku. [Ipote 3ycTpivaroThes ciM'i, B pOAOBOJAX SKUX € BUIMAIKH OJIU3BKOCIIO-

PIIHEHHUX NUTI00IB, KOJIM reMOo]iIisi CepeTHbOT0 CTYIICHS BUSBIISETHCA 1Y KIHOK.
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YcenaakyBaHHs 03HAK, 34elUIeHUX 3 Y-xpomocoMow. OKpiM TOro, Io
MPUCYTHICTh Y TEHOMI JIIOAMHHU Y -XpOMOCOMHM YITKO BHU3HAYa€ YOJOBIUY CTaTh, LA
XpOMOCOMa MICTUTh INPUHANMHI KIJbKa JAECSATKIB I'€HIB, Y TOMY YHCJl T€HIB, L0
BHU3HAYAIOTh PO3BUTOK CiM’SIHUKIB, KOHTPOJIIOIOTh 1HTEHCHUBHICTh POCTY, BU3HAYA-
I0Th BOJIOCATICTh CEpe/HIX (DajlaHT MaybIliB, HASBHICTh BOJIOCCS Ha 30BHIIIHHOMY
Kpai BYIIHUX PaKOBUH (TIIEPTPUX03) 1 JesK1 1HII 03Haku. O3HaKa, r'eH SKOi JIOKa-
Ji30BaHUN B Y-XpOMOCOMI, TIepeaeThes Bifg OaTbKa BCIM CHHAM, 1 JIMIIE CHHAM
(mait. 35). 3BUyaliHO MATOJIOT1YHI MYyTalli, 10 3YMOBJIIOIOTh NOPYIIEHHS OYyJ10BU

Ta (PYHKII} CiM’SHUKIB, HE YCIaIKOBYIOTHCS y 3B'I3KY 13 CTEPHIIBHICTIO 1X HOCIIB.

n

m (O

1

Ty

Mau. 35. PonoBiz i3 Y-34eIUICHHMM THUTIOM YCTIaJIKyBaHHS O3HAKH (BOJIOCATICTH Ce-
penHix (ajaHT NajblliB)

N

["'omosnoriuni 30H1 X- Ta Y-XpOMOCOM MICTSTh ajleJibHI T'€HH, SIK1 3 OJIHAKO-
BOIO BIPOTIIHICTH HasiBHI Y 0cOOMH 000X crareil. /o O3HaK, IO BU3HAYAIOTHCS
UMW T€HaMHM, BITHOCSTHCS HE3JATHICTh PO3PIZHATH KOJBOPH Ta MIrMEHTHA KCe-
pozepMa (3J7105IKICHE YpaKeHHS IIKIPU COHSTYHUMH TpoMeHsiMu). OOHIB1 NAaTOIOT1i
PElICCHBHI.

O3Haky, 1110 BU3HAYAKOTHCS aJICJIbHUMU T€HaMH, PO3TAllIOBAaHUMH B X- Ta Y -
XpOMOCOMaX, YCIAaIKOBYIOThCS 33 KIIACHYHUMH MEHJIEJIEBUMH ITPaBUIIAMHU.

MiTtoxonapianbHa, a00 HUTOIUIA3MATHYHA CHAAKOBicTb. MiTOoXOHIpia-
JbHUM T€HOM MPECTAaBICHUHN y BUIIISIAL KIIbLEBOI oABiHOT Monekyin JIHK, ska
MICTUTB 0JM3bKO 17 THC. ap OCHOB, 110 Mpuban3HO B 10 THC. pa3iB MeHIIE, HIXK B

XPOMOCOMI CEPEIHHOTO PO3MIPY.
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Cporogni Bu3HaueHO moHaja 10 MyTamiid MITOXOHJApIAJBHUX TEHIB, fAKI
CIPUYHUHIOIOTH Pi3HI 3aXBOPIOBAHHS, BU3HAYAJIbHUMH CUMITOMAMU SKHX € TSAXKKI
ypaxxkenusi [{HC, opraniB 30py, cepus Ta M's3iB. Cepesl [IUX MaToJIOri HaUTIONIu-
penimumMu € arpodis 3opoBoro HepBa Jlebepa, xBopoba Jles Ta iHmi, sKi
00’ €THYIOTBCS B TPYMy MITOXOHAPIaIbHUX eHIle(asoMionaTii.

OCKUIBKM MITOXOHJpIi yCHAAKOBYIOTbCA AUTHHOKO BIJI MaTepl 3 LIUTOILIA3-
MO0 OBOIIMTIB, YCi JIITH XBOPOI KIHKUA YCHAJAKYIOTh MATOJIOTII0 HE3aJIekKHO Bif X
cTaTl. YpaxeHi JiBuaTa, BUXOASYM 3aMIXK, HAPOIKYBATUMYTb TUIBKM XBOPHUX Ji-
TeH, TOJ1 SIK Y XBOPUX YOJIOBIKIB yCi AiTH OyAyTh 1mo30aBieHi miei xsopodu. (Ma.

36).

| D—-.
¢ W0 @) D)
GE e e e

2

vO O meeo

1 2 3 4/5 6

Man. 36. PogoBin 3 MITOXOHpiaIbHUM TUIIOM yCTIaAKyBaHHS
NaToJIOT14HO1 03HaKH (aTpodist 30poBoro Hepsa Jledepa).

4.3.3. YenaakyBaHHsI, 00MeKeHe Ta KOHTPOJbOBaHEe CTATTIO

Ha xapaxTep mposiBy reHiB iICTOTHHI BIUTUB 3/1HCHIOE 3arajibHe TEHHE cepe-
JoBUIIE, a00 reHeTUYHU (oH opraizmy. Jlyke BaKJIMBUM KOMIIOHEHTOM TEHE-
TUYHOrO (POHY € CTaTeBa KOHCTUTYLIA. XO4Ya MEHETPAHTHICTh 1 €KCIPECUBHICTH
0aratbOX T'€HIB HE 3QJICKUTH BiJ] CTaTl, ICHY€E PsJl T€HIB, Jis SAKUX ICTOTHO PO3pi3-
HSIETHCS 3aJICKHO BiJ] CTaTi, HE JUBISYUCH HA T€, IO CaMi 1l T€HU PO3TaIIOBaHI B
ayTOCOMax 1 HE MaloTh BIAHOIICHHS JO BH3HaueHHs crari. O3HaKu, 00yMOBJIEHI
TaKUMU T€HaMU, OyBalOTh JBOX THUITIB: OOMEXKEHI CTATTIO Ta KOHTPOJIbOBaHI CTaT-

TIO.
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O3naku, oomesxkeHi crarTio. O3HaKu, OOMEXEHI CTaTTIO, (DEHOTUTIOBO BU-
SBJISIIOTHCS JIMIIE Y OJHI€ET cTarti. JlocaijaMu BCTaHOBJIEHO, IO KIJIBKICTh 1 SKICTh
MOJIOKA Y CaMOK CCaBI[IB KOHTPOJIIOETHCSI TEHETUYHO. [ '@HU MOJIOYHOCTI PO3TaIIo-
BaHI B ayTocoMax 1 B PiBHIM Mipi mpuUCyTHI y 000X OaTbKiB, aje BUSBISIOTHCA
TUIBKA Y caMoK. Tak, y caMiiss MOPChKOi CBUHKHM TOYMHAETHCS CEKpPEIlisi MOJIOKa,
SIKIIO Y HHOTO BUJIAJTUTH CIM’ STHUKH, SIK1 POTYKYIOTh CTaTeBUI TOPMOH, 1 BBOJAUTH
oMy cTaTeBUU TOPMOH CaMKH. Y JIFOJAWMHHU HE BUBYAIU OOMEXKEHOTO CTATTIO MPO-
SBY I'€Ha MOJIOYHOCTI, aje MO>KHa MPUIYCTUTH, IO KUIBKICTh 1 SIKICTh MOJIOKA Y
JKIHOK BU3HAQYAETHCS T'e€HAMU, SIK1 HassBHI TaKOXK 1 B YOJIOBIKIB.

[To3a cymMHIBOM TakoXX Te, IO Pi3HI aHATOMIYHI 1 (1310JIOT1YHI PUCH, BJlac-
THBI1 XIHOYIN CTaTi, Taki, HAPUKJIIAJ, K IUPUHA Ta3y a00 BiK HACTaAHHS MEHCTPY-
a1, KOHTPOIIOIOTHCS TeHAMH, [0 OTPUMYIOTHCS BiJl 000X OATHKIB.

TakuM ke YMHOM KOHTPOJIOIOTHCS 1 TaKi CYyTO YOJIOBIYl O3HAKH, SIK PICT BO-
Joccst Ha 00ama4i a00 KUIBKICTH 1 po3moain Horo Ha Titi. Lle miaTBepaKyeThes Ha-
CIIAKaMH MDKETHIYHMX MIT001B. Y0IOBIKM-KaBKa3Ill BiAPI3HIIOTHCS OLIBIIOK Ki-
JBKICTIO BOJIOCCSI HA TUIl, YAM YOJIOBIKM-KHUTAMII. Y CHHIB e, HApOKEHUX Y
NUTF001 MK TIPEJACTaBHUKAMH IIUX JABOX C€THIYHMX THITB, YaCTO CIIOCTEPITaEThCs
MPOMIKHMI XapakTep BosiocucTocTi. Lle € gokazom Toro, 1o BiJ MaTrepu TaKOX
NEPENAOTHCS TEHU BOJIOCUCTOCTI, IO BUSBIIAIOTHCS TUIBKH Y JITEH 4OJIOBIYOi CTa-
TI.

VY TBapuH BiJOMO 0araTo reHiB, 10 BUKJIMKAIOTH OC3ILUIIII TUIBKUA Y OJHIET
cratl. Hanpukinaz, y BeIMKoi poraroi Xy100M BIIOMUN PEUECUBHUN T'€H, SIKUU Y
TOMO3UTOTHOMY CTaH1 MPU3BOAUTH 10 OC3IUII IS KOPIB, a HA IUIOI0UICTh OMKIB HE
BILJTUBAE.

O3Haku, KOHTPOJILOBaHi cTaTTI0. OOMEXEHICTh CTATTIO € KpailHIM BHUIIa-
JIKOM SIBHIIIA, KOJI MPOSIB JESAKUX O3HAK 3aJIEKUTh Bij CTaTi. SIKIIO % T€HOTHUII BU-
SBISIETBCSL Y 000X CTaTeH, ajie Mmo-pizHOMY, TO Taka Jisl TeHa BBAXKAETHCS KOHTPO-
JHOBAHOIO (TOYHIIIE — MOAM(IKOBAHOIO) CTATTIO.

JlocnikeHHsT yCnaaKyBaHHs CIIBELBKUX T'OJIOCIB Y JIFOJAUHU MOKa3ajo, 110

CONpaHo, MEIO-CONPaHo, ajabT, TEHOP, OAPUTOH 1 0aC KOHTPOIIOIOThCA OaraTbMma
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B3a€MHO HE3QJICKHUMH YMHHUKAMHU, Y TOMY YHCJI CTaT€BOI0 KOHCTUTYyLI€0. [Ipn
IIbOMY PO3BUTOK T'OJIOCOBOTO amapary y BIAMOBIIHOMY HalpsMi Y YOJIOBIKIB 1 Xi-
HOK BIJIOYBA€THCS B MEPIOJ CTATEBOrO JO3PIBAHHS MMiJ BIULIMBOM CTAaTEBUX T'OPMO-
HiB.

CrareBuil KOHTPOJIb CIIOCTEPIra€ThCid TAKOK CTOCOBHO NMEHETPAHTHOCTI Ta
eKCIPECUBHOCTI 0araThboX 1HIIUX O3HAK. 3as4a ryda i BOBYA Malla € NpUPOIKEHU-
MU aHOMAJIisIMH, 10 MalOTh F€HETHYHY OCHOBY. IIeHEeTpaHTHICTh LIbOTO I'eHa He-
MOBHA, a EKCIPECUBHICTh BapilO€ BIiJl BEJIbMHU HE3HAYHOI OOPO3EHKHU 10 MOBHOIO
PO3IIEIUICHHS M'SIKOTO 1 HaBiTh TBEpAOro minHeOiHHSA. KOHTpOIbOBaHICTh CTATTIO
BUSBIISIETHCSI B TOMY, 1110 TIEHETPAHTHICTh O3HAKM BHILIA CEPE YOJIOBIKIB, HIXK Ce-
pen xkiHok (6m3bko 60% oci0 3 UM nedexkToM 40I0BIYOi CTaTi), a CTyHiHb BUpa-
JKEHHS 03HAKH Y YOJIOBIKIB JJOCUTHh BUCOKHH.

[Ile Bupa3HilIa KOHTPOJIHOBAHICTh CTATTIO CIIOCTEPIra€THCS CTOCOBHO IEHE-
TpaHTHOCTI reHa nojarpi. [Ipumyckaerbces, 10 NOPyLEHHs 0OMIHY PEYOBHH, IO €
MPUYUHOI0 [BOTO MATOJIOTIYHOTO CTaHy (HAaIMIpHHUWA BMICT CEYOBOi KHCJIOTH B
KpOB1), BU3HAYAETHCS JOMIHAHTHUM ayTOCOMHHM IeHOM. IIeHeTpaHTHICTh LbOTO
reHa ckiajnae nmoHag 80% y 4onoBikiB 1 MeHme 12% y KIHOK, 1110 1 BUSBIISETHCS B
nepeBakaHH1 I[bOT'0 3aXBOPIOBAHHS Y YOJIOBIKIB.

KoHTpo/IbOBaHICTh CTATTIO MOXE MPUBOJUTH 1 A0 MEPEBAKHOTO YPAKCHHS
0coOuH K1HOYO1 cTaTi. JledaKi crajKkoBi Baau, HAMIPUKIIA, BICYTHICTh TOJIOBHOTO
MO3Ky a00 TOJIOBXKHE PO3JBOEHHS XpeOTa, YacTillle 3yCTPIHYAOThCA y MKIHOYMX
0COOUH.

[Ile omHi€r0 THUMOBOI O3HAKOIO, IO MIATAETHCS KOHTPOJIO 3 OOKY CTari, €
00JIMCIHHA. AHaNI3 yCHaJKyBaHHS I[1€1 O3HAKH, SIK 1 6aratboX 1HIIMX O3HAK JIFO/IU-
HU, CTUKAETHCA 3 ICTOTHUMHU TPYJHOIIAMH Y 3B'S3KY 3 THM, 1110 OOJIMCIHHS MOXKE
OyTu cimabkuM ab0 MOBHUM, JINCHA MOYK€ BUHUKATH 31 CTOPOHU J100a 1 Ha BEPXiB-
1l TOJIOBH, 3'SIBJISITHCS B PaHHBbOMY BiIli a0 B 3pitomy. KpiM Toro, B Aesikux BUMa-
JIKax OOJIUCIHHS 00YMOBJICHE SKUMHUCH OCOOJMBHUMH 00CTaBUHAMU — MOPYIICHHSIM
¢yHkuii muronoaiOHol 3am03u abo NEepeHeceHUMMH 1H(EKIIHHUMU XBOPOOaMHU.

[TpoTe OITBIIICTE TUITIB 3BUYAHOTO OOJMCIHHS BUHUKAIOTH Y 3J0POBUX JIFOJICH 1 B
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0aratboX pOJAOBOJIAX BUSIBISIOTHCS B LI HU3I MOKOJIHb a00 y YWIEHIB OJTHOTO
MOKOJIiHHS. BHACIIAOK 1IbOTO CIIaJKOBa OCHOBA I111€1 OCOOJIMBOCTI IIJIKOM BIPOTijI-
Ha.

[1s o3HaKa Moke criocTepiraTucs y 000X crarei, aje BiTHOCHO 4YacTilIe BO-
Ha 3yCTPIYa€eThCA y 4OJOBIKiB. Ile 00yMOBJICHO HE 3UCIUICHHSM T€Ha 31 CTaTTIo,
OCKIJIbKH YOJIOBIK, CXHJIBHUWA 10 OOJMCIHHS, NIEPENA€ L0 O3HAKy MOJIOBHUHI CBOIX
CHHIB 1 JIUIIIe HeOaraThboM JoYKaM. SIKIIo JaHa 0O3HaKa CIIOCTEepIraeThest y 000x 6a-
TBKIB, TO BiH BUSIBIISIETHCA 200 y BCIX iX AiTeH, a00 y BCIX CHHIB 1 JIUIIE Y JEAKUX
no4yok. Kpim Toro, BUsIBICHO, 110 Y OIBIIOCTI JUCHX KIHOK OaThbKU OyJU CXHUIIbHI
10 OOJIMCIHHA.

JIJist MOSICHEHHSI LbOTO SBUILA OYyJI0 3pO0JIEHO MPUMYIIEHHS, 10 OOJUCIHHS
KOHTPOJIOETHCS OAHUM TeHOM. [Ipu mboMy JOMIHAHTHHUH ajieNh I[bOTO T€HA B TO-
MO3HUTOTHOMY cTaHi (BB) 00yMOBIIIO€ HOPMaJIbHUM PICT BOJIOCCS Y MPE/ICTABHUKIB
000x crateil. Ocobu, TOMO3UIOTHI 3a PELIECUBHUM aiieneM (bb), XxapaKTepu3yroTh-
Csl TIOSIBOIO JINCUHM HE3aJICKHO BiJ CTaTl. Y TETEPO3UTOTHHUX YOJIOBIKiB (Bb) nucu-
Ha PO3BUBAETHCSA, & Y T€TEPO3UTOTHUX JKIHOK Hi.

[Togi6HO 10 PO3BUTKY POTIB Y OBEIlb, PICT BOJIOCCS Y JIOJCH PETYIIOETHCS
CTaTEeBUMHU FOPMOHAMU. €BHYXHU PIJIKO JUCIIOTh, a Y KIHOK 3 MyXJIMHOIO KOPH Ha-
HUPKOBUX 3aJ103, 110 CYHPOBOKYETHCS HAJIUIIIKOBUM yYTBOPEHHSM YOJIOBIYOTO
CTaTEBOTO TOPMOHY, CIIOCTEPITalOThCA HE JIMINE TaKi TUIIOBI YOJIOBIYI PUCH, SIK

pict 60poau 1 BycCiB, a i nucuHa. [licis BuaaneHHs nyxJIMHU L1 03HAKU 3HUKAIOTh.

KonTpoJbHi 3aniuTanHs 10 po3aiay 4

1. Ha mnpukmami OpaximakTwiii TMOSCHITH OCOOJMBOCTI ayTOCOMHO-
JIOMIHAaHTHOTO YCIIaJKyBaHHsI O3HAK Y JIFOJINHHU.

2. Ilo Take nenerpanTHicTh? HaBeniTh npukiaay.

3. Ha mpukinani HelipodiOpomMaTo3y MOSICHICTh SBHUIIE CKCIPECHUBHOCTI Te-
HIB.

4. OOrpyHTyiTE 3HaYeHHS OJIM3BKOCIIOPITHEHUX UIIO0IB Y TPOSBI peliecu-
BHUX O3HaK. HaBeniTh npukiaau.
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5. TlosicHITH SIBUIIlE T€HETHYHOI T€TEPOTeHHOCTI Ha MPHUKIAAl CHAJKOBOL
TJIYXOHIMOTH.

6. HaBeniTh npukiiagu HEMOBHOTO IOMIHYBAaHHS O3HAK Y JIIOJIMHU.

7. Ha mpukiani ycnajkyBaHHs Tpyn KpoBi 3a cuctemoro ABO mosicHITh siBU-
1€ KOJIOMIHYBaHHS.

8. 1o Take enicraz? HaBeaiTs npuKiIag JOMIHAHTHOIO €MICTa3y Y JHOJUHU.

9. SIkuM YMHOM KOMILIEMEHTAapHA B3a€MOJIiSl T€HIB BU3HAYA€ TE€TEPOTECH-
HICTh O3HAKH?

10. HaBeniTe npuKiIaad MOJMIMEPHUX O3HAK y JIIOJMHU. SlKa iX reHeTH4YHa
npuponaa’?

11. Mo take mueiotporniga? [loscHICT Lie SBUILE HA NPUKIAAl CUHIPOMY
Mapdana.

12. TlosicHICTh MEXaH13M F€HETUYHOTO0 BU3HAYEHHS CTaTl Y JIIOJIMHHU.

13. Ha3BiTh 0COOMMBOCTI yCHaJAKyBaHHS JOMIHAHTHHUX Ta PELECUBHUX
03HaK, 3UerieHux 3 X-xpomocoMoro? HaBenith npukiaau.

14. OOrpyHTtyiiTe 0OCOOJMBOCTI YyCHaJKyBaHHS O3HAK, 3YeIUICHUX 3 Y-
XPOMOCOMOIO Ha MPHUKJIIAJI HASBHOCTI BOJIOCCS HA cepeaHiX (pajlaHrax majbliiB PyK.

15. TlosicHITh 0COOIMBOCTI MITOXOHAPIAIBHOI criajikoBocTi. HaBeniTe mpu-
KJIAH.

16. Illo Bu 3Haere mpo ycnajkyBaHHSI O3HAK, OOMEKEHUX Ta KOHTPOJIhOBA-

HUX CTATTIO?
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5. CMMAOKOBI XBOPOBMU

5.1. BnnuB reHoMy Ta yMOB 30BHiLLHLOro cepefoBMLLa Ha naTo-

reHes

Opradi3Mm € iHTerpanbHOI (IIICHOK) CHCTEMOIO CKJIQJIHO B3a€EMOJIIFOYUX
YAaCTHH, SIKa HEPO3PHUBHO IMOB’S3aHA 13 30BHIIIHIM CEPEAOBHILEM. TakuM YMHOM,
SK HOPMAaJIbHI, TaK 1 MaTOJIOTIYHI O3HAKH OPraHi3My € Pe3yJIbTaTOM B3a€EMOJII 5K
TeHEeTUYHHUX (BHYTPIIIHIX), TaK 1 CEPEIOBUIITHUX (30BHINIHIX) YHHHUKIB (JIUB. PO3-
ain 2.2.2.). Came TOMy pO3yMIHHSI T'OJIOBHOI BJACTUBOCTI MAaTOJOTIYHUX MPOLECIB
MOJKJIMBE TUTBKU 3 YpaxyBaHHSIM Pe3yJIbTaTiB B3a€MOJIii CMAJKOBOCTI Ta Cepero-
BUIIA.

IcHyroTh GopMu ciaikOBO 0OYMOBJIEHOI MATOJIOT], POSIBU SIKUX Mailbke He
3aJIeKaTh BiJI BIUIUBY cepeoBuina. Pa3zoM i3 THM 11e He 03Havae, 10 BCE B JIHOJIMHI
3BOJIUTHCS TUIBKU 10 1i reHeTuku. JIro/iMHa colliaabHa 3a CBOEK MPUPOJIOIO, 1 1€
3HAYHOI0 MIpOI0 BH3Hauae mepedir 3aXBOpIOBaHHA. 3OUIBIICHHS YacTKA XBOPOO
HEelH(EKIIHHOTO MOXOHKEHHS (aTepOCKIIepo3, 1meMiuHa XBopoba cepiisi, OHKOJIO-
T1YH1 MAaTOJIOT11, ICUXI1YHI Ta 1HII 3aXBOPIOBAHHS) B CYYaCHI CTPYKTYpl 3aXBOPIO-
BaHOCTI, CMEPTHOCTI Ta 1HBAJIJHOCTI € JIOCUTh NMEPEKOHIMBUM ITiATBEPIKCHHSIM
nporo. ColiajibHa IpUpoAa JIOAMHU 0arato B YOMY CTa€ BU3HAYaJIbHUM YMHHH-
KOM B peati3allii maToJOriYHUX T'€HOTHIIIB.

[IIupoxi comianbHO-eKOHOMIYHI MEPETBOPEHHS ICTOTHO 3MIHIOIOTH T€HETHY-
HY CTPYKTYPY JIIOJCHKUX MOMYJISIiNA. 3MiHU TaKUX MOKAa3HUKIB SIK PIBEHb KPOBHOI
CIIOPIJTHEHOCTI, TYCTUHA HACEJIE€HHs, IHTEHCHUBHICTh 1 HalpsM Mirpauli, cucreMa
NnuIF001B, po3Mip ciM'l Ta 1HIII, HEMUHYYE MO3HAYAOTHCS K Ha CIEKTpPl, Tak 1 Ha
MOITMPEHOCT] CTIaJKOBUX 3aXBOPIOBAHb.

CorialbHO-eKOHOMIYHA MisUTBHICTD JIIOJUHHM NPUBOJHTH JI0 TOSIBU B 0i0-
chepi HOBUX XIMIYHUX 3'€lHaHb 1 (PI3UYHUX YMHHHUKIB, 110 MAKOTh TEPATOrCHHI
(Takl, 10 COPUYMHIOIOTH HAPOJKEHHS JITE€H 3 BaJaMH PO3BUTKY) Ta MyTareHH1
BIACTUBOCTI. Macmtabu 3a0pyJIHEHHsS CepelOBHINA XIMIYHHUMH CIIOJTyKamMHu Ta
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JOKEpeaMu BUIIPOMiHIOBaHHS Bpakaroul. CbOroiHi 01M3bKO 7 MIIH. CHHTETUYHUX
XIMIYHUX CIOJYK PO3MOBCIOJIKEHI B JKUTTEBOMY CEPEIOBHIII JIOJMHUA. Memka-
HEI[b BEJIMKOTO MPOMHUCIOBOTO MICTa MPOTATOM 100M KOHTaKTye Maiike 3 50 Tucs-
yaMu 3 HuX. He quBIsYnCh Ha BIZACYTHICTh YITKHX JOKa31B B3aEMO3B'SI3KY CTYIICHS
3a0pyIHEHHS CepeOBUIIA JIIOJIMHUA 3 YACTOTOIO T'€HETUYHO JETEPMIHOBAaHUX 3a-
XBOPIOBaHb 1 BPO)KEHUX aHOMAaJIiil, YACIO OCTAHHIX CHPUYMHIOIOTH HAPOJKEHHS
JTEHN 3 BaJlaMU PO3BUTKY MOMITHO 301bITy€eThCs. [loripieHHs: eKoJoriyHo1 CUTYy-
alli CTBOPIOE YMOBHU, COPUSTIMBI JJis pealizalli cnagKkoBOi CXWJIBHOCTI A0 MOJIi-
TeHHHUX 3aXBOPIOBAHb.

Psn dakTopiB 30BHINIHBOTO cepeOBHUINA 3/1aTHI OOYMOBIIFOBATH 3aXBOPIO-
BaHHS NIpH OyIb-KOMY reHOTHMI. OJHaK 1 B I[bOMY BHUIIAJKY XapaKTeP ypaKeHHs,
IHTEHCUBHICTh 1 PI3HOMAHITHICTh CUMIITOMIB Ta 1HII XapaKTEPUCTUKHU 3aXBOPIO-
BaHHS 0araTo B 4OMY BH3HAYaIOThCS TEHETUYHOIO KOHCTUTYIIEIO opranizmy. Kpim
TOT0, HABITh MPU KOPCTKIM M€HETUYHIN BU3HAYEHOCTI MATOJOTIi YMOBH 30BHIII-
HBOTO CEPENIOBHUIIA, 010J0TIYHI 0COOIMBOCTI OPraHi3My, BECh MOT0 T€HOTHIT 3ara-
JIOM MOXYTh 3A1MCHIOBATH ICTOTHY MOJM(DIKYHOUY JiI0 Ha XapakTep, 4acToTy I
CTYMiHb MPOSIBY MATOJIOTIYHOTO TeHa. Taka BUCOKA IIACTUYHICTh TEHOTHUITY CTBO-
pIO€ BEIUKI MOXKJIMBOCTI ISl JIIKYBaHHS Ta MPOQGUIAKTUKH CHAJKOBHX MATOJIOTIH,

pO3poOKHN e(PeKTUBHUX MEAMKO-OCBITHIX Mporpam, peadimitamii Ta aganTarii XBo-

puX.

KoHTpoJsbHi 3anuTanHsa 10 Temu 5.1

1. Ha3BiTh OCHOBHY YMOBY PO3yMIHHSI I'OJIOBHOI BJIACTUBOCTI MATOJIOTTYHUX
MPOLIECIB.

2. Sxi couianpHl (paKTOpU BIUIMBAIOTH HA MOIIMPEHICTH Ta CIEKTP CIAJIKO-
BHX 3aXBOPIOBAHb?

3. Y dyoMy moJjiArae ais MKiJUIMBUX €KOJOTIYHUX YMHHUKIB Ha 4acTOTy Cra-
JIKOBUX I1ATOJIOT1i?

4. TToACHITH MOHATTA «IUTACTHYHICTh TEHOTHITY».
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5.2. Knacudikauis cnagkoBux 3axXxBOoproBaHb

Jotenep BigoMo moHaa 12 TUC. CaJKOBUX O3HAK Ta MATOJIOTIH, 1 el Mmoka-
3HHMK MOCTIHO 301blIyeThcs. ONMUCYIOTHCS BCE HOBI, paHille HEBIOMI CHAIKOBI
XBOpoOH. B pamkax Bxke BIJOMUX CHHAPOMIB BUJIISIOTH Pi3HI 32 MEXaHI3MOM BH-
HUKHEHHs natoJyioriyHi Gopmu. Lle cTocyeTbcs Takux HEiH(EKLIMHUX 3aXBOPIO-
BaHb SIK aT€pPOCKIIEPO3, TiepToHIYHAa XBopoOa, OpoHXialpHa acTMa, BUpa3Ka IuTy-
HKY, 3JI0sIKICHI HOBOYTBOPEHHS, TICOpia3, psiji MCUXIYHUX 1 0araTo iHIIKUX MaTOJO-
rii. CyyacHi METOJM TE€HETUYHOI'O aHalli3y JI03BOJISIIOTH CEpeJll 3aXBOPIOBaHb,
00yMOBIIEHUX CMAJKOBOIO CXMJIBbHICTIO, BUAUIATH MOHOTEHHI (popmu, TOOTO aHO-
MaJiii, 3yMOBJIEHI MyTalli€o ogHoro resa. [locrama HeoOXiIHICTh CTBOPEHHS palli-
OHaJIBHOT KJ1acudikallii craJKOBUX MaTOJIOTIH.

[Mepmni knacudikarii cmagkoBUX 3aXBOPIOBAHb CIIUPATUCS TOJOBHUM YHHOM
Ha KJIIHIYHI (OIHMCOB1) OCOOJMBOCTI MEBHUX TPYIl narojorii. Ilpu oMy BuaLIS-
JIM, HalpUKJIaJ, CIaJKOBl XBOPOOH CKeJeTa, CIaJKoBl XBOPOOM OOMiIHY pEYOBHH,
CHaJKOBI XBOPOOH IMUTYHKOBO-KHIIIKOBOTO TPAaKTy 1 T.I. OCKIJIBKU OJIHIEIO 3 0CO0-
JIMBOCTEH CIAaJKOBOIO 3aXBOPIOBAHHS € Ypa)KeHHsI 0ararbox OpraHiB 1 CUCTEM, BH-
KOPUCTOBYBAHHS YUCTO KJIIHIYHOTO TMiAXOJy HE JO03BOJIIE YHUKHYTH MOMMIIOK
kinacudikaiii. Hanmpuknaa, ayrocoMHO-IOMIHAHTHUM CHHAPOM «pyKa-ceprie» (cu-
HApoM XoaTta — Opama) 3aJI€KHO BiJl BEYy4Oro KIIHIYHOTO CUMIITOMY MOXE Jlar-
HOCTYBATHCSI, SIK MPOMEHEBA KOCOPYKICTh (AePEeKT MPOMEHEBOi KICTKH), 1, OTXKE,
Oyne BIJHECEHWHM 3riHO KIIHIYHOI Kiacuikauii B rpyny «ypakKeHHsI CKEJIeTay.
Pa3om 3 TUM y IHIIOrO XBOPOrO 3 1IJEHTUYHOI MYyTall€r0 (Halpukiaj, y Opara
OTMCAHOI0 TAIll€EHTa) BEAYYHMM Y KIIIHIYHIA KapTHHI 3aXBOPIOBaHHS MOXKe OyTH
ypakKeHHs CepIIsl MPU MIHIMAIbHINA aHOMaI1 KICTKOBOI cucTeMHu (y BUTJISA/I HE3HA-
YHOTO HEJOPO3BUTKY BEJIUKOTO Naiblis). TakuM YMHOM, 1IEH XBOpU MOTPAIUISIE B
IpyIy CMaJKOBUX 3aXBOPIOBAHb «YPAKEHHSI CEPLIEBO-CYIMHHOI CUCTEMI.

Haiibinbi pamioHanbHUM y KiacuQikaili CraJKOBUX MATOJIOTiA BUSIBUBCS

2eHemuuHuil nioxio. Y oCHOBI TakuX Kiacu(ikalliid 1exaTh TeHETUYHI BIIMIHHOC-
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Ti, HalIPUKJIa, BUJ MyTaHTHUX KIITHH (COMAaTH4HI YM CTaTeBl) ab0O THUI yCmaaKy-
BaHHS (a@yTOCOMHO-JIOMIHAHTHHH, ayTOCOMHO-PEIECUBHUH 1 T.I1.) TOIIIO.

VY nanuii yac BiIOMO JieKiIbKa Kiacu@dikailiil cragkoBUX XBOPOO.

Hampuknazn, B ocHoBy knacudikarii akagemika H.IT. boukosa (1984; nap.
1931) noknaneHo KpUTepiil CriBBIIHOMICHHS T€HETUYHUX Ta CEPEIOBUILIHUX YMH-
HUKIB y BUHUKHEHHI, Mepediry Ta Hacligkax 3axBoproBaHb. [Ipu npomy BUIiNS-
€ThCS 4 TPYIH XBOPOO.

I rpyna — BiiacHe cnaakoBi XBOPOOU (MOHOTE€HHI Ta XPOMOCOMHI), IPUYHU-
HOIO SIKMX € MyTauii. [TposBu MyTauiil NpakTUYHO HE 3aJIe’KaTh BlJl CEPEAOBHILA,
TOOTO XBOpoOa € abo ii Hemae. Jlo 1€l Tpynu XBOpOO BITHOCSATHCS, HAIPUKIA,
YUCJIEHH] BPOJIXKEHI MOPYILIEHHS OOMIHY PEYOBHH ((PEHIIKETOHYpIA, radaKkTo3eMis,
MYKOTIOJIICaXapHua03H), TIOPYIIEHHS CHHTE3y CTPYKTYpHUX OUIKIB (xBopoOa Map-
¢daHa, HETIOBHUN OCTEOTEHE3), CIAKOBI MOPYIIEHHS TPAHCIIOPTHUX O1IKIB (T€MO-
rinobinonarii, xsopo6a Becrdans — Binbcona — KoHoBanoBa), XpoMOCOMH1 XBOPO-
ou (cungpom [layna, cunnpowm lllepemeBchroro-Tepuepa Toio).

II rpyna — cnaakoBi XBOpoOU, 0OYMOBIIEHI MyTaLI€0, sIKa BUABUTHCS JIUILE
pu 1ii Ha OpraHi3M crenu@igHoro JUisi MyTaHTHOTO T€Ha YMHHHUKA 30BHINIHBOTO
cepenoBuia. J[o 1aHoi Tpynu BITHOCATHCS TaKl XBOPOOH, sIK TIeUiHKOBa mopQipis,
peakuii Ha JesKi JiKWA (HalpuKIaj, TpUBala 3yIUHKA JUXaHHSA) Ta €KOI€HETHYHI
(110 BUHUKIIM B MPOIIECI €BOJIIOIT B PE3yJIbTaTi BIUIMBY CEpPEOBHINA) aHOMATIT
(paBi3M — My4OK BOJIOCCS HA MONEPEKOBO-KPUKOBIN AUISHII LIKIPH).

III rpyna — xBopoOM, BUHUKHEHHS SIKMX B ICTOTHIA MIpl BU3HAYAETHCS YMH-
HUKaMH cepefoBuiia. Bouu 00'e1HyI0Th OUTBIIICTH PO3MOBCIOHKEHUX 3aXBOPIO-
BaHb, OCOOJMBO XBOPOO 3pLIOTO Ta MoXujoro Biky. HaituacTime Tta HalTsxk4Ye 111
3aXBOPIOBAHHS PO3BUBAIOTHCS y CXWIBHUX 0 HUX Jrojaed. [IpuknanamMu takux na-
TOJIOT1H € TIepTOHIYHA XBOPOOa, OHKOJIOT14YHI XBOPOOH, IICUXIYHI XBOPOOHU.

Mix II 1 III rpynamu Hemae pi3koi Mexl, 1 iX 4acTo 00'€IHYIOTh B IpyIy

XBOpOO 13 CHAJKOBOIO CXWJIBHICTIO, PO3PI3HAIOYM MOHOT€HHY 4YH IOJIT€HHY IX

IPUPOSTY.
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IV rpyna — xBOpoOH, 10 BUKIUKAIOTHCS BHHATKOBO YMHHHKAMHU 30BHIIII-
HBOT'O CepeIOBHIIA (TPaBMH, OITIKU, BIIIMOPOKEHHS, 0COOIMBO HeOe3meuHi iH(peK-
ii 1 T.11.). AJie 1 IpU [UX 3aXBOPIOBAHHAX OCOOJIMBOCTI iX mepediry, eeKTUBHICTh
Teparnii, CIeKTp BUHUKAIOUUX YCKIATHEHb, IIBUIAKICTh Oy>KaHHS, 00'€MU KOMIICH-
CaTOPHHUX PEaKI1d OpraHi3My, HaCIIIKH 3aXBOPIOBAHHS TOIIO BU3HAYAIOTHCS T€HE-
TUIYHUMU YHHHUKAMU.

VY cyuacHii KIIHIYHIA TEHETHI[l JIIOJUHUA ITUPOKO BUKOPUCTOBYETHCS Kila-
cudikamis, mo 0a3yeTbCs HA XAPAKTEPHUX BIAMIHHOCTSX HEPBUHHO20 RAMOeHe-
MUYHO020 MeXAHi3MY BUHUKHEHHS XBOP0O. 3a MM HPUHILIMIIOM YCIO CHaJKOBY Ma-
TOJIOT1I0 MOKHA PO3JUIMTH Ha 5 TPyTI.

. 'enni xBopoOU — MOPYUIEHHS, SIKI BUKJIMKAIOTHCSI TEHHUMU MYTAalliSIMU.
Bonu mepenaroTbesi 3 TOKOJIIHHS B MOKOJIHHA 1 YCHAJAKOBYIOTHCSA 32 3aKOHAMU
I'. Mennens.

II. XpomocomH1 XBOpoOU — aHOMaJI1, 1110 BUHHUKAIOTh B PE3yJibTaTi MOPY-
[IEHb CTPYKTYPH Ta KUIBKOCTI XPOMOCOM.

III. XBopoOu, 0OyMOBIIEHI CHAJKOBOI CXMUJIBHICTIO (COPUYMHIOBAHI MHO-
KUHHUMU YHHUKaMU). L1 3aXBOprOBaHHS BUHUKAIOTh HA OCHOBI NIEBHOI I€HETHY-
HO1 KOHCTHUTYIII Ta HasBHOCTI BIJMOBIJIHMX YMHHHUKIB 30BHIITHBOTO CEPE/IOBHIIIA.
[HmMMuU coBaMu — 3a HasIBHOCTI CEPEIOBUILHUX YMHHUKIB Peali3y€eThCsl CIaJIKO-
Ba CXHWJIbHICTb.

IV. I'enetnuni anoMarii, Ikl BUHUKAIOTh BHACTIJOK MyTallii B COMaTUYHUX
KIITUHAX (TEHETUYHI cOMAaTH4HI1 XBOpoOu). J[0 HMX BIIHOCATHCS NESIKI MyXJIUHH,
OKpeMi BaJIi PO3BUTKY, ayTOIMyHHI 3aXBOPIOBaHHS (HEPO3Mi3HABAHHS 1IMYHHOIO
CHUCTEMOIO OpraHi3My CBOiX BJIACHUX KIIITHH).

V. XBopoOu reHeTHyHOi HECYMICHOCTI MaTepi Ta MIOAY, SIKI PO3BUBAIOTHCS

B pe3yJIbTaTi IMyHOJIOTTYHOI peakilii opra”iaMy mMaTepi Ha aHTUTEHU TIJIOIY.

KoHTpoJIbHI 3anIMTaAHHS 10 TeMH 5.2

1. Sxwuii kputepili TMOKIAJEHO B OCHOBY Kiacudikaimii XBopoO 3a
H.IT. bBoukoBuM?
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2. HaszBiTh rpynu narosorii 3a H.II. boukoBum Ta umtocTpyiTe iX mpHKia-
JaMHu.
3. OGrpyHryiite kiacudikaiio CHaJKOBUX 3aXBOPIOBAHb Ha OCHOBI MeEp-

BHMHHOI'O IAaTOI'CHCTUYHOI'O M@X&Hi?;My.

5.3. 3aranbHa xapakTepucTUKa crnagKkoBUX NaTosiorin

He nuBnsuuce Ha pI3HOMAHITTS KJIHIYHOI KAPTUHU CIIAJIKOBHX 3aXBOPIO-
BaHb, MOYKHA BUJIUIUTH iX 3arajbHl PHCH, K1 JaAYyTh ITIJICTABH CTBEPHKYBaTH abo
3arepevyyBaTH HAsBHICTh MATOJIOTIT y o0cTexxyBaHOoi JoauHu. OCHOBOIO (hopmy-
BaHHS 3arajbHUX KJIIHIYHUX XapaKTEPUCTHK PI3HUX (POPM CHAAKOBUX IMATOJIOTIH €
TeHEeTUYHUIM KOHTPOJb KIFOUOBUX JAHOK OOMIHY pe4yOBUH Ta MOP(GOTEHHHUX IMPO-
LECIB.

[TepBUHHOIO TAaHKOIO MEpeOIry CHaJAKOBUX MATOJOTIH € TeHHI MyTallii Ta mo-
PYIIEHHS CTPYKTYPH 200 KIJIBKOCT1 XpOMOCOM.

Oco0aMBOCTI MAaTOreHe3y CHaJKOBUX 3aXBOPIOBAHb B OCHOBHOMY BH3Haya-
IOTHCSL TPbOMA YMHHUKAMMU: XapaKTEPOM IOIIKOJKEHHsI CIIaJJKOBUX CTPYKTYp, Ie-
HETUYHO BU3HAYEHUMHU MOP(]PO-(Di310JI0rTYHUMHU OCOOJIIMBOCTAMM OPraHi3My Ta Jii-
€10 (paKTOpiB HABKOJUIITHLOTO cepeaoBuia. 1{i YMHHUKY 1 00OYMOBIIIOIOTH 1HIUBI-
MyallbHUM XapakTep nepeliry MmaToJIOTYHUX MPOIECIB Y KOXKHOMY KOHKPETHOMY
OpraHi3mi.

Xo4a crajkoBl 3aXBOPIOBAHHS, SIK 1 OyIb-sIK1 1HIIII XBOPOOHU, MalOTh CBOI Xa-
paKkTepHi pUCH, )KOAHY 3 IPUBEACHUX HIKUE OCOOIMBOCTEHN HE MOXKHA PO3TIIAIATH
SIK TOCh a0CONIOTHE, 00 TITPKH HASBHICTH XapaKTEPHUX PHUC B CYKYyIHOCTI JO3BO-

JII€ IIPOTHO3YBATHU CIIaJIKOBY IIaTOJIOT1IO y HauieHTa.

5.3.1. OcHOBHI BJIACTHMBOCTI CIAIKOBHUX MATOJIOTIN

I'enni maroJsorii. MyramiiiHa 3MiHa HYKJIEOTUAHOL IMOCIIAOBHOCTI Y MOJIE-
kyni JJHK € npuunHOI0 MOHOT€HHHMX CHAJKOBUX XBopo00. Crerudika naToreHesy
MOHOT€HHUX 3aXBOPIOBAHb BU3HAYAETHCS OCOOJUBOCTSIMU XIMIYHOT MPUPOIU TIEP-

BUHHOTO MPOAYKTY I'eéHa, 00YMOBIEHUMH KOHKPETHOIO MYTAIIIEI0, 1 TIEI POJLIIO,
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AKy LEH MPOAYKT rpa€e B KUTTEAISUIBHOCTI opraHizmy. [lpu ogHMX MyTamisx, mo
00YMOBJIIOIOTH TTOBHY BIJICYTHICTh HEOOXIJIHOI OpraHi3aMy pPe4OBUHHU (HAIPUKIA,
COMaTOTPOMHOr0 rOPMOHY ab0 HUTOXpomy-450), HOpMaTbHUN PO3BUTOK OpraHi3-
My a0 yTpyAHEHHI, a00 HEMOXKIIMBHM. 3a 1HITMX MYTaIlii, 10 TPUBOJAATH 10 Je-
¢inuTy 010J0TIYHO aKTUBHOI PEYOBHUHM a00 CTPYKTYPHOTO OljKa, BUHHUKAIOTh 3a-
XBOPIOBAHHS, IO XapaKTEPHU3YIOTHCS PO3JIAIOM CTPYKTYpPH Ta (DYHKIIT OKpeMHUX
TKaHWH, OpraHiB a00 (i310JI0TTYHUX CUCTEM.

Ornucani BapilaHTH MaTOT€HE3y MOHOTEHHUX (MEHC/IIOI0UNX) 3aXBOPIOBAHD
HAJ[3BUYAHHO PI3HOMAHITHI, 10 MEPEBAXKHO BU3HAYAETHCS BEIUYE3HUM UYHUCIOM
MOpYIIeHb 010XIMIYHUX PEaKIlii, sKi 31HCHIOIOTHCA B opraHizmi. He nuBisuuch
Ha 11e, BUJIUICHI JIeSIKI 3arajibHl 3aKOHOMIPHOCTI PO3BUTKY MOHOT€HHUX (opM ma-
tosiorii. Hanpukman, ans 6aratbox CHajKOBUX XBOPOO OOMiHY PEUYOBHUH BH3HAYE-
HO IPSIMUI 3B'SI30K MK MyTaHTHUM I'€HOM 1 MTOPYIICHOI O10XIMIYHOIO PEAKIIIETO.

JloTenep BIAKPUTI Ta JETalbHO ONKMCAaHI COTHI BHUJIB CHAJKOBHX aHOMAJil
MeTaboJ13My, COPUUYMHEHUX MYTalli€l0 ogHoro reHa. O0yMOBIIeHa MYTaIll€l0 TeHa
aHOMAaJIIsI aMIHOKHMCJIOTHOI IMOCJIITOBHOCTI ITOJINENTHIHOIO JAaHIfora 1CTOTHO IIO-
pyliye akTuBHICTh pepmeHTiB. [lepeBakHa OLIBIIICTh BUTIAIKIB CIAJKOBUX IMATO-
JIOT1 OOMIHY TIOB'SI3aHI caMe 13 3MIHONW aKmMueHocmi hepmenmie, MO TPU3BO-
IUTH 10 po3iany abo 3yNMHHKHU peakiiil y JaHOMY JaHIF031 MEeTaboi3My, BUKIIH-
Kar4H PO3BUTOK Ti€i a00 1HII01 XBopooOu. [Ipu boMy 3aXBOpIOBaHHS MOXKE BUHHU-
KaTW BHACIIJOK TaKUX MPUYUH: 1) HAKOMUYEHHS CyOCTpary, abo HAUIMIIKY peyo-
BUHU (HaNpUKIaJ, 1epedpo3umy mpu xBopoOi [ome), sika miansrae aii pepmeHry;
2) 301IbIIEHHS BMICTY PEUYOBUHH-TIONEPEIHUKA (HAIPUKJIIAJ, METIOHIHY TIPH IIHC-
TaTUOHIHYpIi); 3) HEAOCTaTHE YTBOPEHHSI PEUYOBMHU (30KpeMa, NeMILUT [UTHAIH-
TpudocdaTy npu OpoTOBIM arumypii); 4) 30UIBIIEHHS KOHIEHTPAIT TOKCUIHUX
MPOAYKTIB MeTa0omi3My (Hanmpukia, ¢peHuIaleTIIrIoTamMiny, GeHiaonToroi, de-
HUTMTPOBUHOTPAIHOT KMCIOTH Ta 1HIINX (PEHUIKETOHOBUX MOXIAHHUX MPHU (PEeHIIKE-
TOHYPIT).

[TpoTe HaBITH y BHIMaIKaX CXOXKOCTI BUIY MOPYIICHb, HAPUKIIA] P HAKO-

NUYEHH1 cyOCTpaTy, MEXaHi3MH PO3BUTKY DPI3HHUX 3aXBOPIOBaHb Oyl1yTh pi3HI. B
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OJIHOMY BHUNAJAKy CyOCTpar (Hampukiaa, BUCOKOMOJEKYJSpHA PEUuOBHMHA y pasi
amaBpoTuuHoi 1110Tii Test — Cakca), 110 HarpoOMaPKy€eThCS, MOKE BIJKIJIAJATUCS B
KJIITUHAX, TOCTYIOBO MPUBOASYM iX A0 3aruOesi. B iHIIKMX BUmaakax HaJJIMIIOK
HU3BKOMOJIEKYJISIPHOI PO3YMHHOI PEYOBHMHHU CTBOPIOE BHUCOKY ii KOHIIEHTpAIlIO B
OlosioriyHUX piguHax opra”izmy. Hampukian, npu ragaktozemii (BHACTIIOK HE0-
CTaTHOCTI TaJIakT030-1-hochaT-ypuamirpancdepaspl) BifOyBaeThCI HAKOMUYCHHS
TIII0K030- 1 -(hochara, TOKCUYHI KOHIIEHTPAIIIT SIKOTO YIIKOJKYIOTh Pi3HI TKAHUHH,
y 3B'SI3KY 3 YUM BHHHMKAIOTh IIMPO3 IMEYiHKH, KaTapakTa, YIIKOIKYIOTbCS HUPKH,
HEHWPOHU T'OJIOBHOT'O MO3KY.

XpomocomHi maToJiorii. XapakTepHOIO OCOOJIMBICTIO MAaTOT€HE3y XPOMO-
COMHHX XBOPOO € panHe nopyuienna mopghozene3y. BoHO BUSBISETHCS PO31a10M
MOAUTY Ta JO3piBaHHS KIITHH, MOPYIICHHSAM iX Mirpamii Ta audepeniiaiii, 1mo
00YMOBIJIFO€ BUHUKHEHHS MHOXXHHHHUX aHOMalil (opMyBaHHS PI3HMX OpraHiB 1
TKaHWH. B OCHOBI criocTepekyBaHUX SIBUI JICKUTH, K BBaXKalOTh, He30alaHCOBa-
HICTh TCHOMY.

Po3pi13HsI0Th TpU TUIH €PEKTIB y IPOLECI PO3BUTKY XPOMOCOMHHX XBOPOO:
cnenudiuni, HamBcnenudiuni Ta Hecnenudiuni. Cneyugiuni egpekmu 3anexarb
B1Jl 3MiHU KUIBKOCTI CTPYKTYPHHX T€HIB (YHIKQIBHUX ISl OY/Ib-IKOT XPOMOCOMH),
10 KOAYIOTh CUHTE3 TOTO 4H iHIoro Oinka. [Ipu Tpucomisix uncio ix 3011bIIyeTh-
s, a IPU MOHOCOMISIX — 3MeHIyeThcsl. Hanigcneuughiuni egpexmu 1ipu XpomMoco-
MHHUX XBOpoOax oOyMOBIJIEHI 3MIHOIO YUCJa T€HIB, MPEJCTaBICHUX B T€HOMI BEJIU-
KOO KIJIBKICTIO KOIINA (HaNpuKiaj, TeHH puOOCOMHHX, FICTOHOBHX, CKOPOTIMBHX
outkiB 1 T.1.). Hecneuughiuni nposeu npu XpoMOCOMHHUX abepalisix MOXyTh OyTH
00YMOBJICH1 3MIHOIO CTPYKTYPHU T'€TEPOXPOMATUHY (T€HETUYHO 1HEPTHUX AUISTHOK
XpOMOCOM), SIKMii BUKOHY€E Ba)KJIMBY POJIb Y IpoLecax KIITUHHOTO MOALTY, POCTY
TOIILIO.

VY BumaaKy XpOMOCOMHHX a0epaiiil mposB BIAXWICHHS BlJ HOPMaJIbHOIO
PO3BUTKY, K MPaBUJIO, KOPENIOE 13 CTYMEHEM XpOMOCOMHOro aucOanancy. Uum
OUIbIIIE XPOMOCOMHOT'O MaTepialy 3allydeHo 10 aldepallii, TUM paHillie 3aXBOpPIO-

BaHHS BUSIBUTHCS B OHTOTCHE31 1 TUM 3HAYHIIMM Oyje MmopymieHHs (i3uIHOro Ta
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NICUXIYHOTO PO3BUTKY JOANHH. [Ipy 11pOMy HAAIMIIOK XPOMOCOMHOI'O MaTepiairy
MEHIIIE BIUIMBA€ HA KJIIHIYHY KapTHHY XBOpOOM MOPIBHSIHO 3 Horo BTparoro. Ha-
NPUKJIaJA, BTpaTa OJIHIET 3 ayTOCOM MEPEIIKOKAE IMIUIaHTaLll SHIEKIITUHHA B CTi-
HKY MaTk#. B Toi1 ke Jac BijoMi 3HaYH1 XpOMOCOMHI CHHAPOMHU, 0OYMOBJICHI TpH-
COMISIMH PI3HHX XPOMOCOM.

Hapnumok abo HecTaya reTepoXpoMaTHHOBUX JUITHOK XPOMOCOM MOXYTb 1
HE MaTy KJIIHIYHMX HachiAKiB. Ha BimMiHy BiJ IbOTO BTpaTa €yXpOMaTUHOBUX (Te-
HETHYHO aKTUBHUX) AUISHOK XPOMOCOM 3aBXIH MPUBOJIUTH 0 BTPATH YHIKATHHHUX

TEHIB Ta J0 PO3BUTKY TSKKHUX HATOJIOTTH.

5.3.2. Bik nposiBy CliajIKOBUX 3aXBOPHOBAaHb

Butb1IicTh criaKOBUX XBOPOO pO3MI3HAETHCS B IEpUHATAIbHOMY (11 Yac Ta
0Jlpa3y MicJIs MOJIOTIB) Ta PAaHHBOMY AMTSIYOMY Bill. Sk mpaBuiio, Hepiul CUMITO-
MU 3aXBOPIOBAHHS J1arHOCTYIOTHCS 3 MOMEHTY HapODKEHHS ad0 HEBJOB31 Micis
Hporo. Hanpuknan, Aeski CrnajgkoBi CHHIPOMH, IO CYIPOBOJKYIOTHCS BaJlaMu
PO3BUTKY (po3mieryieHHs Tyou ado miHeO1HHS, JOAaTKOBI HabIlll Ha KUCTI Ta CTO-
M1, BIJICYTHICTh KIHIIIBKH, JA€(QEKTH MEPEIHbOI UePEeBHOI CTIHKM, ITyINKOBA TpHIKa
TOILI0), MOXYTh OyTH BUSIBJICHI NIPU HAPOIKEHHI TUTUHU. [IpuKkiagamMu paHHbBOIrO
posiBy (a00 BPOKEHOTO XapaKTepy) CMaJKOBUX XBOPOO € BCi XpOMOCOMHI CHH/I-
pOMHU, axOHAPOILIA3is Ta Pl IHIIMX aHOMaiH ckenera. [IpoTe B Aeskux BUMaaKax
nepil KIHIYHI TPOsSBU CHAAKOBOIO 3aXBOPIOBAHHS MOKYTh BHSBJISTHUCS 1 B OLIBII
CTapIIOMY BiIIl.

CrnocrepeskeHHsl mokazanu, o 25 % yciX MOHOT€HHHMX XBOpOO pO3BUBa-
I0TbCsI 10 HapokeHHs. [IpubnuszHo 1o 3 pokiB BusiBngeTbes me 50 % Takux 3a-
XBOpIOBaHb. Pa3oM 3 TUM BiJJOMI CMAaJKOBI 3aXBOPIOBaHHS 3 MI3HIMH TE€PMIHAMHU
nposiBy (xBopoOa AsnbnreriMepa, xopes: ' eHTUHITOHA Ta 1HIII).

Heo0ximH0 TakoX MIAKPECINUTH, 110 € IIJTUN Pl BIAMIHHOCTEH y TTATOJIOTIH,
SK1 TIPOSIBJISIFOTHCS B P13HI BIKOBI NEPIOJM KUTTA JtoauHu (Tadn. 8). Hanpuknan, 3
BIKOM 3MEHIIIYETHCS YaCTOTAa MOHOTEHHHX XBOPOO 1 30UIBIIYETHCS YACTKA MYIIb-
TU(DaKTOpHUX (0AaraTOYMHHUKOBUX), MPOSAB SKUX MPOBOKYETHCA UMHHHKAMU Ha-
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BKOJIMIIIHBOTO CCPCAOBHIIIA. I_Ie MOXHa IIOACHUTH THM, IIO 3 BIKOM SHUIKYETHCA

pOJIb CIAJAKOBHUX (PAKTOPIB Y PO3BUTKY MATOJIOTIH.

Tabmums 8. Jlesiki BIAaCTUBOCTI CITQJKOBUX IIATOJOTIM 3aJCKHO BiJ BIKY

MIPOSIBY
. . : Jlo HacTaHHS [Ticis HacTaHHA
BikoBuli nepiona .. ) - )
CTaTEeBO1 3pLIOCTI CTaTeBO1 3p1IOCTI
Tun ycriaagkyBaHHs MonoreHHuu MynbTudakTopHuit
Bik mouatky Panniit [Ti3H1
Yacrora PiakicHi Yacrti
[1epio . .
p1oa Kopotknii JloBrun
JI0 TIPOSIBY XBOpOOU
Kinbkicte
: Bararo HabGararo mMeHme
XBOPUX POAUYIB
KinbkicTe XBOpoO Jyxe Benuka 3HAYHO MEHIIA
BinminHocTi o :
A ) ’ PigkicHi YacTi
3yYMOBJIEH1 CTaTTIO
VYcnankoByBaHICTh Bucoka Hwu3bka
[Iporuo3oBaHiCTh Bucoka Hwu3bka

5.3.3. IIporpei€eHTHICTH Ta XPOHIYHICTH CHAJKOBUX MATOJOTIH

Ilpozpediecnmuum Ha3UBAETHCS TEpeOIr 3aXBOPIOBAHHS 3 MOCTIMHUM IOTi-
PIICHHSM 3arajbHOr0 CTaHy Ta 3 HAPOCTAHHSIM HEraTMBHUX CUMITOMIB Y TaIll€H-
Ta. [lns 6aratb0X CajKOBHX XBOPOO XapaKTepHE MOCTYNOBE HAPOCTAHHSA 1X TAXK-
KOCTI IO Mip1 PO3BUTKY MATOJIOTTYHOTO nporiecy. Hanpuknan, npu GpeHinkeTonypii
y TPOLIECi POCTY AUTHUHU 3’ SIBISIOTHCS 1 MOCHITIOIOTHCS CUMIITOMH 3aTPUMKH TICH-
XOMOTOPHOTO Ta PO3yMOBOTO PO3BHUTKY, (HOPMYETHCSI BTOPHHHA MiKporedatis.
XBopoba Tes — Cakca MOYMHAETHCS 3 6-MICIYHOTO BIKY JEMIi€NTiHI3AIIE€0 HEPBO-

BHUX BOJIOKOH, IO IMOCTYIIOBO IMMPHUBOJAUTL A0 JICTAJIBHOTO HaCJ'IiI[Ky.
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CnankoBi XBOpOOHU, IO MOYMHAIOTHCA B OyAb-SIKOMY BIIll, MalOTb XPOHIiU-
Hull xapakmep. Hanpuknaa, 1iTh, XBOpl Ha CHiHaIbHY amioTpodito Bepanira —
['ohmana, mOCTYynoBO BTpayalOTh PyXOBY aKTUBHICTh Y pe3yJbTaTi 3arudesi MOTo-
HEHPOHIB TEPEIHIX POTIB CIIMHHOTO MO3KY, & Y XBOPHUX 3 JIESTEHEBOIO (POPMOIO MY-
KOBICIIUI03Y (POPMYEThCSI XpOHIUHA ITHEBMOHIS Yepe3 MiJBUILCHY B'S3KICTh CEKpe-
TIB OpOHXI1AJIBHUX CJIM30BHX 3aJ103. Y BHUIIAJKy FOMO3UIOTHOI 3-Tasiacemii Ha QoH1
HAPOCTAIOYOT0 HEJAOKPIB’ Sl MOCTYMOBO 301IBIIYIOTHCS PO3MIPY TIEHIHKU Ta CEJe3i-
HKH, PO3BHMBAIOTHCSI aHOMaJIli KICTKOBOi Ta IMyHHOI cucteMu. YucieHHi GpopMu
CHAJKOBUX IATOJIOTM OyJM BHSIBJIEHI caMe MpPU OOCTEKEHHI MAIlEHTIB 3 XpOHIY-
HUM I1epe0iroM 3aXBOPIOBAHHSI.

['eHETHYHOI0 OCHOBOIO MPOTPEAIEHTHOCTI Ta XPOHIYHOTO Mepediry craako-
BUX XBOPOD €, SIK MPpaBmII0, O€3MEPEPBHICTH /i1 MATOJOTIYHOTO T€HA Ta BIJICYTHICTh
HOro HOPMAJIBLHOTO MPOAYKTY, IO MPUBOAUTH 10 TOPYIICHHS HOPMAJIbHOTO (yH-
KI[IOHYBaHHS KJIITUH, TKAHUH 1 OpraHiB.

CryniHb UX SIBUI JUISI OTHOTO 1 TOTO % 3aXBOPIOBAHHS y PI3HHUX MAIlIEHTIB

MOK€ PO3PI3HATHCS.

5.3.4. YpaxkeHHss 0aratb0X OpPraHiB i CMCTEM NpPH CHAJAKOBHMX 3a-

XBOPHOBAHHAX

[MpaktuyHo ans BCix GOpM CHAAKOBOI MATOJIOTII XapaKTepHA MHOMCUH-
Hicmb ypadxicenna. B mepury uepry 1me oOyMOBJICHO IUIEHOTPONHOIO NI€I0 T'eHa,
TOOTO MOTO 37aTHICTIO KOHTPOJIIOBATA PO3BUTOK PI3HUX O3HAK OpraHizmy. Hampu-
KJIaJl, mIpu cuHApoMi MapdaHa ypaxyrTbcsl KICTKOBA, CEPLIEBO-CYIMHHA CUCTEMU
Ta OpraHu 30py; npu curapomi Jlopenca — MyHa ypaxkeHi KiCTKOBa, C€4OCTaTeBa,
CHJOKPUHHA CHCTEMH Ta OpPraHH 30pYy; MPHU TaJlaKTO3eMIii MaTOJIOTIEI OXOIUICHI
neuinka, [THC, 3ip.

MexaHi3Mu MEPBUHHOI MIEHOTPONHOI /i T€HIB MPHU JESKUX CMATKOBUX 3a-
XBOPIOBAHHSX yrke BijioMi. Lle, sik mpaBuiio, XBopoOu 0OMiHY PEYOBHUH, y TOMY YH-
cii XxBopoOu HakomuueHHs. Tak, mMpu ayTOCOMHO-PELIECHBHOMY 3aXBOproBaHH1 Be-

ctdans — Binscona — Konoanosa nedext cupoBaTKOBOro OUIKa 1EPYJIOMIa3MiHy
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He 3a0e3neuye eQpeKTUBHUI TpaHcnopT Mial. Lle cnpuunHIOe BIAKIaAeHHS 11 Hal-

JIMIIKY B pi3HI/IX OopraHax 1 TKaHWHAaXx, 0 BUKJIMKAE MHO>KHUHHI YPAKCHHA.

5.3.5. CimeliHni XapaKkTep CHAJKOBHUX NATOJIOTIH

butbmiicTh CcnasKoBUX 3aXBOPIOBAaHb XapaKTEPHU3YE€ThCS HASBHICTIO 1X Y
yiieHiB ojHi€el cim'i. Ha BigMmiHy Bif 1HQEKIIHHUX 3aXBOPIOBAHb PO3IMOILT BUIA-
KiB CHaJKOBHUX MATOJIOTIH Y MOKOJIHHAX Ta 3aJIEKHO BiJ] CTATI MIJJISATA€E 3aKOHOMI-
pHoctsMm ['. Mennens.

Pa3om 3 TUM HasIBHICTH 3aXBOPIOBAHHS TUIBKU Y OJTHOTO 3 WICHIB POJOBOY
HE BUKJIIOYAE CHAJAKOBOIO XapakTepy Iiei xBopobu. [loxiOna cutyarist moxxe OyTu
0o0yMOBJIEHa TaKMMH MPUYMHAMH: a) HASBHICTIO HOBOi JOMIHAHTHOI MyTarlii, 110
BIJI0yJIacs B ayTOCOMI UM B CTATEBIM XpOMOCOMI OJIHOTO 3 0aThKiB, 0) SBUILEM He-
MOBHOI MEHETPAHTHOCT1 JOMIHAHTHOI'O I'€Ha, B) FETEPO3UTOTHICTIO 000X OaTHKIB 3a
MATOJIOTTYHUM PELIECUBHUM T'€HOM, ') HAsSBHICTIO PEUECUBHOI X-34eIICHOT MaTo-

Jiorii.

5.3.6. Cnenn¢ivyni cMMITOMHM CIAJIKOBUX 32AXBOPIOBAHb

HasBHicTh pinkicHUX cnienupiyHUX CUMITOMIB a00 iX MOEAHAHb Y XBOPOTO
Jla€ MIJCTaBU JTyMaTH MPO CHAIKOBY ad0 MPHUPOJKEHY MPUPOIY HOTO 3aXBOPIO-
BaHHA. Hanmpukiasn, y TUTHHU 3 PO3MISITICHHSIM MiAHEOIHHS HAsIBHICTH CHUMETPHY-
HUX 3arJuOuH a00 CBUIIIB Ha CIM30BIHA OOOJIOHII HMXKHBOI TYOH JO3BOJISE Mi0-
3pIOBaTH ayTOCOMHO-JIOMIHAHTHHUI cuHApoM Ban nep Byna; HasBHICTh HIMPOKOIO
1-ro manbIls KUCTEH Ta CTOI Y AUTHHH 3 TIPOTPECYIOUOI0 PO3YMOBOIO BiJICTATICTIO
HABOJMUTH Ha IYMKY PO ayTOCOMHO-JAOMIHAHTHHUM cuHApoM PyOinmreiina — TeiiO1
TOTIIO.

VY neskux BUMaAKax CUMIITOMHU IMPOSBY T€HIB, 110 HE MAIOTh HISKOTO KII1HI-
YHOTO 3HAYCHHSI, € OMOPHUMH TIPH BU3HAYCHHI marosorii. Hanpukman, BusBIeHHS
HACIYOK Ha MOYIll ByXa Y JUTHHH 3 HAJAMIPHO BEJIMKUM SI3UKOM Ta PO3XOKEHHSIM
IpsIMUX M'S31B )KMBOTA € BUPIIIAIBHUM JUIsl BU3HAUYCHHS cuHApoMy bekBita — Bin-

eMaHa 1, OTXe, BUIIpaBAaHOr0 BUOOPY BIAMNOBIIHOI Tepanii.
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5.3.7. Pe3uCTEeHTHICTH CIAJIKOBUX XBOPOO 10 JIIKYyBAHHS

['oBopsiun 1po pezucmenmuicms (CTIUKICTH) CIAJKOBUX XBOPOO 110 JIIKY-
BaHHS, NOTPIOHO MaM ‘SITaTH PO BITHOCHICTH IIbOTO TTOHSTTSI.

[To-mepure, 1151 KJIiHIYHA OCOONMBICTD MOACHIOETHCSA TUM, IO Y O0aratbox BU-
najKax BUIPABUTH MEPBUHHI JIAHKU MAaTOT€HE3y 3aXBOPIOBaHb, HABITH SKIIO Bi0-
MU TIEPBUHHUI MPOJYKT MYTAaHTHOTO T€HA, HE 3aBX M BIaeThcs. [lo-apyre, sBU-
e PE3UCTEHTHOCTI YaCTO CIPUYNHIOETHCS TUM, 1[0 CUMIITOMHU CHAJKOBUX 3aXBO-
PIOBaHb CIPUMMAIOTHCA K CaMe 3aXBOPIOBAHHS.

[uM nosICHIOETBCA OE€3yCHIIIHICTh BUKOPUCTOBYBAHHS CTAaHAAPTHUX CXEM,
MiIX0MIB 1 MEeTOAIB Tepari. Hanmpukian, gikyBaHHS €K3eMH, sIKa € MIKIPHUM IIPo-
SBOM TpoTOoKomponopdipii (crnagkoBa XxBopoda KpoBi), UACTO MOJATAE Y JIIKYBaHHI
CUMIITOMY, TOMI SK JIJIsl JAHOTO 3aXBOPIOBAHHS PO3p0oOJIeHI HaJiHI METOIU TPO-
GbiTakTUKKM Ta Teparlii, 3aCHOBaH1 Ha 3aKOHOMIPHOCTSIX Horo marorenesy. [Ipu He-
posmizHaHoMy cuHJpomi KocTMaHa iHTEHCHMBHA aHTHOIOTHMKOTEpaIlisi THIMHUYKO-
BUX BUPA30K CIIM3UCTUX OOOJIOHOK 1 IMIKIpU HE PATY€E AUTHHH BiJl MIPOTPECYIOUOTO
nepebiry XBopoOH, 10 BUABISETHCS y BUTIIAI GYPYHKYIIIB, HATHOEHD I IIKIPHOT
KJIITKOBUHU, BAXKKHX CTOMATHUTIB, OJeapuTiB (3amaseHHs KpaiB MOBIK) 1 T.1I.

BaxxnmmBo migkpecauT, mo Oyab-sfka OKpPEeMO B3sTa 3 BIIOMHX KITHIYHUX
oco0IMBOCTEN HE MOXke OyTH aOCOIIOTHUM KPUTEPIEM /Il BUBHAYEHHS CIaJKOBO-
ro 3axBoptoBaHHs. [IpoTe CyKyImHICTh ACKITFKOX XapaKTePHUX JIS TaHO1 CTaIKO-
BOi MaTOJIOT1i 0OCOOJIMBOCTEN MOYKE CIIYT'YBaTH JIOCTaTHHOKO OCHOBOIO JIJIS i BU3HA-

YCHH:I.

5.3.8. IToaiMopdizm cnagKOBUX NATOJIOTIN

[lin nonimopghizmom po3yMieTbCsl YHUCICHHICTh KJIIHIYHUX O3HAK Ta J1abo-
paTOpHUX IMOKA3HUKIB OYJb-SKOTO 3aXBOPIOBaHHSA, a TaKOX PI3HOMAHITHICTH 1X
nposBy. Hanpukian, y yacTHHU XBOpPUX Ha CHHAPOM Mapdana MokHA T1arHOCTY-
BaTW BUIMHAHHS MITPAJbHOTO KJamaHa ceplis, a y IHIIUX — aHeBpU3MYy (po3ciad-
JICHHS! Ta BUIIMHAHHS CTIHKK) aOpTH. 3 OOKY OpraHiB 30py MOXE BHSBIISTHCS Mij-

BHUBUX KPHUIITAINKA, 2 MOYKE MAaTH MiCIle He3HaYHa KOPOTKO30PICTh TOIIIO.
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[HIMMM TpUKITaIoM PI3HOMAHITHOTO MPOSIBY CUMITOMATHKU MPU OJHOMY U
TOMY K 3aXBOpIOBaHHI € HelpodiOpomaTos | Tuny (HasBHICTh YMCICHHUX MIrMEH-
THUX IUISIM, WIKIPHUX Ta MIAMIKIPHUX MyXJHH). Bigomi BUMAaKu, KOJAH y OJHOTO
XBOPOT0 Ha HeMpodiOpoMaTo3 CroCTepiracThCs MOBHA KIIHIYHA KapTHHA, IS TKOT
XapakTepHI MHOKHHHI MMyXJIMHHU, TOJ1 K Y 1HIIIOTO XBOPOTO (HAaBITh Yy UjieHa Ti€l XK
ciM') peecTpyrOThCS JUIIE MITMEHTHI IISIMHU.

Omnucani BHIE SBUIIA CHPUYMHIOIOTHCS TaKUMHU OCOOJIMBOCTSIMHU TEHIB, y
TOMY YHUCJ1 1 MyTaHTHUX, SIK HEHEeMPAHMHICMb MaA eKCnpecugHicmsy (TUB. PO3ALI
4.1.1.). 3ragaemo, 110 MEHETPAHTHICTh — 1I€ BIPOTIAHICTh, A00 YaCTOTa MPOSBY 3a-
XBOPIOBaHHS (03HAKM) Y HOCIiB 1aHOTO reHa. EXCrpecuBHICTD kK€ BUBHAUAETHCS SIK
CTYMiHb NPOSABY il IEBHOT'O T'€HA.

SIKII0 Ta 4yM 1HIIA O3HAKAa BU3HAYACTHCA JIMIIE HAABHICTIO BIAIIOBIIHOIO T'e-
Ha, TO ToBOpsTH Mpo 100%-Hy neHeTpaHTHICTh 1IbOro reHa. Koim x 3a HasBHOCTI
reHa 3aXBOPIOBAHHS BHSIBIISETHCS HE B YCIX BHITAJIKaX, TO TOBOPSATH MPO HETIOBHY
MEHETPAHTHICTb.

OpHe 1 Te X 3aXBOPIOBAHHS MOXE MO-PI3HOMY MPOTIKATH Yy PI3HUX XBOPHUX,
HaBITh y YIEHIB OJIHOTO POAOBOAY. T0Ji TOBOPSATH MPO Pi3HY €KCIPECUBHICTH T'e-
Ha, sIKa 1 Ma€ MICIIe Y APYroMy 3 OMMCAHUX BUIIE BUMAJKIB. IHOI TIpOsIB reHa 0y-
Ba€ HACTLJILKU HE3HAYHUM, 1110 O3HAKU MOTr0 HE BUSBIISIIOTHCS ICHYIOUMMU HUHI JIi-
ArHOCTUYHUMH METOJIAMHU.

Kniniunuii nonimMop@dism crnagkoBUX XBOpPOO, BU3HAUYBAHUX OJHUM T'€HOM,
MOK€ IPOSBUTHUCS PI3HUM YacOM IOYATKY 3aXBOPIOBAHHS a00 PI3HOKO TSKKICTIO
KJIIHIYHUX TposBiB. Hanmpukian, xopes ['eHTHHITOHA, CepeAHIN BiK MOYATKY SIKOi
npubau3Ho 40 pokiB, MOXKE MOYATUCS B JUTSYOMY Billl, a B JI€IKUX BUIAJKAX —

mute micnsg 60 pokis.

5.3.9. I'eneT4Ha reTeporeHHICTb NATOJIOTIH

Konu kimiHIYHO cX0%1 XBOPOOU B pI3HUX CIM'sX 00OyMOBIIEHI JedeKTamu pi-
3HUX T'€HIB, TOBOPATh MPO 2eHEMUUHY 2eMepPO2eHHICMb CIIaJIKOBUX ITaTOJIOTIH.
BrxuBaHi Ha3Bu 0araTh0X MATOJIOTIYHUX CTaHIB a00 HAaBITh 3aXBOPIOBAHb YacTO
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IPUXOBYIOTh BJIACTHBY IM TI'€TEPOr€HHICTh, HaJalOYM BUIJISIAY OOHOPIIHOCTI. 3a
KOXHOI0, HaIpHKJIad, 3 TaKUX Ha3B, SIK «CHUHAPOMHU KPOBOTOUMBOCTI», «M'SI30Ba
TUCTpO(disi», «po3yMOBa BIJICTATICTY, «IIYXOTa», «AHEMISD», «IJIIKOT€HO3» (aHO-
MajbHE HAKOMWYEHHS TITIKOTeHY) 1 T.Jl., XOBA€ThCA KiJIbKa KITHIYHO, 010XIMIYHO Ta
T€HETUYHO PI3HUX 3aXxBOPOBaHb. DEeHOTUIHO (KJIIHIYHO) OJHOPIIHE 3aXBOPIOBAH-
HSl MOK€ OyTH T€HETUYHO T'€TePOTEeHHUM, SKIIO HOTo JIAHIIOT 010XIMIYHUX peak-
1iii OJIOKOBAaHWH B PI3HUX TOUKAX, SIK, HAPUKIIAJI, IPU aJAPEHOTECHITAIIBHOMY CHH-
npomi (mopyuieHHst 610CMHTE3y ropMoHiB). BiacyTHicTh a00 HecTadya 0JIHOTO ¥ TO-
r0 X KIHIIEBOTO MPOIYKTY, HAMPUKIIA]l TEMOTJI00IHY, 0 TPUBOANUTH 10 HEAOKDI-

B'd, TAKOK MOKe OYTH HACIIIIKOM MYyTalllid PI3HUX I'€HIB.
b

- pemuuim,
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Xpomocoma 3 Xpomocoma 6 X-xpomocoma

Maun. 37. Jlokanizawis reHiB 1eIKuX (GOopM NIrMEHTHOIO PETUHITY HA XpOMOCOMax

Huxue nogaroThesi 03HaKU T€TepOreHHOCT] CIaIKOBOIO 3aXBOPIOBAHHS.

1. HasiBHICTH ciM€ii 3 PI3HUMHU TUIIAMU YCIAJKyBaHHS KIIIHIYHO CXOXKHX 3a-
XBOpIOBaHb. Hampukiaza, mMrMeHTHUA PETUHIT (3HUKEHHSI HIYHOTO 30pY, 3BY>KEH-
HS IIOJIIB 30py 3 MOAAJBIIOI MPOTPECYIOUO0 BTPATOO 30pYy A0 MOBHOI CIIIOTH)
MOXX€ YCHAJKOBYBAaTHUCA SK ayTOCOMHO-JIOMIHAaHTHUWA, a00 $K ayTOCOMHO-
periecuBHMM, 200 K X-34uerieHa perecuBHa o3Haka. [lokazaHo, 1110 TeH ayTocoM-
HO-JIOMIHAHTHOI ()OpPMH JIOKaJI30BaHUN Ha JOBromy Iuiedi xpomocomu 3 (3¢24),

T'eH ayTOCOMHO-PEIECUBHOI (JOPMHU — HA KOPOTKOMY ILIeul xpomocomu 6 (6p21.3),
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a reH X-3uemaeHoi (GopMu — Ha KOpPOTKOMY Iuiedi X-xpomocomu (Xpll.3)
(mamn. 37). LikaBo, 1110, KpiM IIOWHO Ha3BaHUX ()OPM MITMEHTHOTO PETUHITY, BUSIB-
JICHO 1Ie TpUHAWMHI 9, aHOMaJIbHI TeHH SKUX JIOKaJIi30BaHi B XxpoMocoMmax 1, 7 (2
renn), 8, 17, 19 Ta X (3 renu, kpiM Ha3BaHOTO).

2. Hapomxkenns aiteit (auB. po3ain 4.1.2, man. 32, IV nokomiHHS) 3 HOpMa-
JHHUM CIIyXOM BiJ OATbKIB, fIKi 000€ XBOp1 Ha ayTOCOMHO-PEIIECHUBHY TIyXOTY pi-
3auX (popm. ChOro/iHI BUSBICHO 3HAYHY KUIBKICTh (JOPM TIIYXOTH 3 ayTOCOMHO-
PEIECUBHUM THIIOM YCIIQJIKyBaHHS, CIIPUYNHEHUX MYTAIlisIMH y T€HaX, JOKaIi30-
BaHUX, HAMPUKIaJd, y XpoMocoMax 2, 3,4, 7,13, 14, 17, 21 Ta iHumux.

3. HasBHICTh pi3HUX MPOBITAHUX Ol0XIMIYHMX AedeKTiB. Tak, mpu CUHAPOMI
Can@ininno (mopyueHHs! BYTJI€BOJAHOIO OOMiHY, IO CYHNPOBOKYETHCS BaXKKUMU
Gb13MYHUME BaJlaMU Ta PO3YMOBOIO BIJICTANICTIO) BUAUISIOTH 4 TUMN 010XIMIYHHX
nedexTiB. KoxXHUN 3 WX THUIIIB XapaKTEPU3YEThCS OpakoM TOTO YH IHIIOTO dep-

MEHTY, KU Oepe y4yacTh y ByIJIEBOJHOMY OOMIHI Ha NIEBHIA KOTO CTafll.

KonTpoJbHi 3anuTanHs 10 Temu 5.3

1. [l{o € mepBUHHOIO JIAHKOIO MEepedIry CraJKOBUX MATOJIOT1?

2. Ha3BiTh YMHHHKH, SIKI 3yMOBIIIOIOTH 1HAWBIIyaIbHUN XapakTep mepediry
MATOJIOTTYHUX MPOLIECIB Y KOKHOMY KOHKPETHOMY OpTraHi3Mi.

3. Ski mpuUYMHM 3YMOBJIIOIOTH BUHMKHEHHS MOHOT€HHUX naToJorii? Ha-
3BITh MPUKIAIH.

4. Y yoMy nojsirae xapakTepHa 0COOJUBICTh MaTOT€HE3y XPOMOCOMHUX 3a-
XBOPIOBaHb?

5. Ha3BiTh Tumnu eheKTiB y nporieci po3BUTKY XPOMOCOMHHUX MATOJIOT1H Ta ixX
MEXaHI3MHU.

6. lllo Bu 3HaeTe npo BikKOB1 0COOJMBOCTI MPOSIBY MOHOT€HHHUX MATOJIOT1i?

7. ITOSICHITH TIOHATTSI «IPOTPEIIEHTHICTD CIIaJIKOBOT ATOJIOTIi».

8. OOrpyHTYHTE XpOHIYHICTh CIMAJKOBUX MATOJOTIM HA KOHKPETHOMY MpHU-

KJ1ai.
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9. Unm 00yMOBJICHE YpakeHHS 0araTb0X OpPTaHiB i CUCTEM MPU MOHOTEHHUX
CHAJKOBUX MATOJOT1AX ?

10. Ha3BiTh MOXJIMBI NPUYMHHA HASIBHOCTI CIMAJIKOBOi MATOJIOTIi TIABKUA B
OJTHOTO 3 WICHIB POJIOBOJTY.

11. Ha mpukiaii KOHKpETHOI XBOPOOH MOSCHITH MOHSITTS «CIeu(IuHI CUM-
NTOMU CIAJIKOBOT MATOJIOTID.

12. V yomy mossirae SBUIIE PE3UCTEHTHOCTI CMIAJKOBUX MATOJIOT1i?

13. Ilo Take moniMopdi3zM cagkoBHUX maroorii? Ha3eiTe npukiaam.

14. Ha3BiTh npuuuHU NOJAIMOP(I3MY CIIAAKOBUX MATOJOTIH.

15. IlosicHITh sIBUIIIE TEHETUYHOI M€TEPOreHHOCT] CHAJAKOBUX MATOJIOTIN Ha

IPUKJIaAl MIr'MEHTHOTO PETUHITY.

5.4. N'eHHi xBOpOOMU

Crporoani Bijjomo 0mu3bko 4500 reHHUX 3aXBOPIOBaHb, XapaKTep YCHaaKy-
BaHHS SIKMX BU3HauyaeTbes 3akoHamu . Mengens. (us. po3ain 4.1.). Bouu ckna-
JAI0Th YHUCJICHHY Ta PI3HOMAHITHY 3a KIIHIYHOK KapTHHOIO TPYMy MAaTOJIOTiH, B
OCHOBI SIKUX JISKUTh MyTallis OJHOTO T'eHa.

Cepenns 3araibpbHa 4acTOTa HOBOHAPO/KEHHUX 3 TEHHUMHU XBOpOOaMu CKJia-
nae 1%. 13 nux 42% ypaxkeHi ayTOCOMHO-JOMIHAHTHUMU MaTOJOTIIMH, CTUIBKHU XK
— ayTOCOMHO-penecuBHUMH, 15% — 34yerienumu 3 X-xpomocomoro ta 1% — Y-
3UCIJICHUMH Ta MITOXOHJIpiaTbHUMHU. XBOpOOa BBAXKAETHCS JOCUTH PO3IMOBCIO-
JUKEHO0, sIKIIo ii yactoTa ckiaaae 1 Ha 10000 HoBonapomxkenux. IIpu vacroti 1
ypaxkenuit Ha 11000—40000 HOBOHApOMXKEHUX MATOJIOTIS MA€E CEPEHIO PO3MOBCIO-

JKEHICTb.

5.4.1. AyToCOMHO-IOMIHAHTHI MATOJIOTiI

Ha mneit gac imentudikoBano 6mm3pko 1900 ayTOCOMHO-TOMIHAHTHUX 3a-
XBOpIOBaHb HalO1abI BITOMUMH ayTOCOMHO-JIOMIHAHTHUMH 3aXBOPIOBAHHSMH €
xopes ['entunrrona, cunapom Mapdana, cunapom Xonra — Opama, HeiipodiOpo-

MaTo03, aXOHAPOIIa3isg Ta 1HI. XapaKTEPHOI O3HAKOK IUX IMATOJOTIH € Mopy-
135



IIEHHS] CUHTE3Y CTPYKTYpHHX a00 cneuudiuHux OUIKIB (HampHKiIaa, reMoriooi-
HY). Jis MyTaHTHOTO reHa MPOSBISETHCSA MPAKTUYHO 3aBXKIU. XBOPI XJIOMUYUKHU Ta
JIIBYATKA HAPOJXKYETHCS 3 OJJHAKOBOIO YaCTOTOIO.

Xopest 'eHTHHITOHA 3yCcTpidaeThesi TpUOIU3HO 3 yacToToro Bif 1:10000 o
1:20000. MytantHuii ren HD-huntingtin, kil BUKJIMKA€E 1€ 3aXBOPIOBAHHS, JIO-
KaJII30BaHUl B KOpOTKOMY Miedi 4-01 xpomocomu (4pl16.3) (man. 38). Myrtanis
MoJIATa€e y 30LIBIIEHH] KITBKOCTI TpUILIETHUX NOBTOPiB (L[AIN) ninsHku reHa, sika
KOJy€ KIHLIEBY YAaCTUHY MOJIEKYJIM OUIKa XaHTUHITUHY, (DYHKIIISl KOO MOKHU-IIO0
HEB1JIoMa. Y HOPMI KUIBKICTh IOBTOpPIB Bapitoe B Mexax Bia 11 1o 34 tpumieris. ¥
XBOpUX I1e yuciao Moxe 0ytu Big 37 mo 100 1 6inbmie. Yum Oinibiiie MOBTOPIB Mae
MYTaHTHUH T€H, THM paHillle TOYNHAETHCS XBOPOOa.

YomnoBikr XBOPIIOTH YacTillle, HIXK JKIHKKA. Y OCHOBI MATOJIOTIi JIEKHUTH MPO-
rpecyroue ypakeHHs MO3KOBHUX KJIITHH, NEPEBAXHO 0a3aibHUX saep (cMyracre Ti-
70). IIpyn npoMy MO30K XBOPOIO 3a PO3MIPAMH CKOPOUYY€EThCS NpHOIU3HO Ha 20—
30%.

XapakTepHUMU O3HAKAMH XBOPOOM € HEPUTMIYHI XAOTHYHI MHUMOBUIBHI
CKOPOYEHHS M’SI31B PI3HUX YACTHH Tija Ta PO3JIaJ] MOBEIIHKU. 3aXBOPIOBAHHS MO-
K€ TOYMHATHCS 3 OyAb-SKOro 3 IMX CUMITOMIB abo 3 000x Bijgpazy. BoHo moxe
PO3BUHYTHUCSI B OyAb-sIKOMY Billi, aji¢ HAJacCTIIIe MepIi CUMITOMHU HOTO 3'SBIIsI-
10Tbest B 30-50 pokiB.

Xopest ['enTUHITOHA MOYMHAETHCS MOBOI. [lepmrmMu cuMnToMaMu MOXYThb
OyTH HEMOCUIIOYICTh, METYIUIUBICTh PYXIB, SIKI MIPOTE HE PO3LIHIOETHCSA XBOPUM
Ta WOro poauyaMu sik 3axBoproBaHHs. [IpoTe 3 yacom pyxoBi aHoMalii HapocTa-
I0Th 1 MOXKYTh IIPUBECTH /10 1HBAJIAHOCTI. XapaKTepHI 4acTi, panTOBl HEPUTMIUHI
CYJIOMHI pyXH KIHIIIBOK a00 Tyiy0a. MoXuBi criazMu M’si3iB OOJIWYYS, CXJTUITY-
BaHHS, MopyuieHHss MoBHU. [lopyiyerbesi KoopauHalisl pyxiB HpH XOap01: xona
CTa€ TAaHUIOBAIBHOIO (XOpeiuHor0). [TaM'sITh HE moripiyeThes ax A0 MI3HIX CTaali
3aXBOPIOBAHHS, MPOTE yBara, MUCIEHHS Ta BUKOHABCHKI (PYHKII MOPYUIYIOTHCS
BXK€ Ha caMOMY IOYaTKy 3aXBOpIOBaHHs. YacTo CIOCTEPIra€ThCs MPUTHIYEHICTD,

0ail1yKICTh, BIIUY>KEHICTb, JPaTiBIUBICTh, BTPaTa KOHTPOJIIO HAJl MOBEIIHKOI. B
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JEeSKUX BUIAJKaX PO3BUBAETHCS MasuHs Ta HaB SA3JIMB1 CTAHU, Y 3B'3KYy 3 UMM IIO-
MUJIKOBO JIIarHOCTYEThCS U300 PEHis.

TpuBanicTh 3aXBOPIOBAHHS Pi3HA, alie B cepeHbOMY ckiiazae 15 pokis. [Ipu
panHbOMy mo4aTKy (10 20 pOKiB) MaTOJOTISA CYMPOBOJKYETHCS CTIHKUM IiABU-
IIEHHAM M’S130BOTO TOHYCY, MOPYLIEHHSIMH KOOpPJIMHALIi PyXiB Ta MHUCJIEHHS 1
nporpecye mBHUAlIe (CepeHs TPUBAIICTh CKIagae 8 pokiB). [Ipyu nboMy MOMKIHBI
4acTl eNUIENITAYH] HAITa .

VY Ourbliocti BUMAJKIB Xopesi ['eHTuHrTona BusBisieTbcss B 40—-50-piuHomy
BILll IPOTPECYIOUMMH MUMOBUIBHUMH PyXaMH, Kl CYNPOBOJKYIOThCA CyJIOMaMu
M’s131B, @ TAKOXK BUPAXKEHUMM MCUXIYHMMM po3iajaMu (MOPYLICHHSIMH MaMm ATi,
IPUTHIYEHICTIO, cClIpo0aMu camMory0cTBa, BTPaTOl €MOLIMHOTO KOHTPOJIIO 3 Yac-
TUMHU CllajlaxaMU PO3/paTyBaHHS Ta arpecii).

Xopes 'eHTHHITOHA CyNPOBOJIKY€ETHCS ABOMA CKIIQAHUMHU ITPOOJIEMaMHU.

[To-nepuie, 03HaKKM NATOJIOTII 3BUYAHHO BUSBISIOTHCS B CEPEIHBOMY BILI,
KOJIM YMCJICHHI XBOP1 BXK€ MatOTh AiTel. [1icis mosiBU CUMIITOMIB TPUBATICTh JKHUT-
TS CKJIaJIa€ B CEPeHbOMY OJIM3BKO 15 pOKIB, 1 1I€ MOBUIBHE 3TACAHHS € JTOAATKO-
BUM JIKEPEIIOM MEePEKUBaHb JJIsl XBOPUX Ta iX pITHUX.

ITo-npyre, OCKUIBKM T€H, 110 KOAY€E XOpeto ['eHTUHITOHA, TOMIHAHTHUMN, B1H
3aBXau OyJe MmposiBASATUCS. Tak, SKIIO ypaKeHH OIMH 13 OAaThbKIB, BIPOTIIHICTh
HapOJKEHHS XBOPOIO AUTHHU ckianae 50%.

Creundiune JiKyBaHHS 3aXBOPIOBaHHs BIACYTHE. Po3iiagum pyXxoBoi akTHB-
HOCTI Ta MOBEIIHKY 3MEHIIYIOTh 3aCTOCYBaHHAM JESKHX MEIUYHUX MTPENnaparis.

Cunapom Mapdgana nosisrae y CHCTEMHOMY Ypa)K€HH1 CIOJIYYHOI TKAaHUHU
1 XapaKTepHU3y€eThbCsl BUCOKOIO MEHETPAHTHICTIO Ta PI3HOK0 €KCIPECUBHICTIO. Yac-
ToTa oro ckianae 1:10000-20000. XBopoba cnpuunHeHa myTtaiiieio rena FBNI,
JIOKaJI130BaHOTO Yy JOBromy uiedi xpomocomu 15 (15¢21.1) (man. 38). Bussinena
BEJIMKA KIUJIBKICTh MyTallli LbOIO I€HAa, 10 CHPUYMHIOE 3HAYHY KIIIHIYHY IOJI-
MopdHicTs xBopobu. I'en FBNI xonye cunte3 Oinka GiOpuiaiHy, M0 BXOIUTH 10
CKJIaJly CIOJY4YHO! TKAaHUHM 1 3a0e3neuy ii Npy>KHICThb. BIOKYBaHHS CHHTE3Y LIbOT'O

OlJIKa Be/ie 10 M1ABUIIEHOI PO3TAXKHOCTI CIOIYYHO! TKAHUHH.
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Man. 38. Jlokamnizaliis reHiB JAeSIKMX ayTOCOMHO-JIOMIHAHTHUX MATOJOT1H JIF0AUHU

Cunnpom Mapdana ypaxye onmopHO-pyXOBY, CEpLIEBO-CYIMHHY CUCTEMH Ta
oprasu 30py. XBOpl MarOTh XapaKTEPHUI 30BHILIHIA BUIJIA: BUCOKUHU 3pICT, ac-
TeHIYHy (KBOIy, ciabky) crarypy (Main. 39). [lopymieHHs: omOpHO-PYyXOBOi CUCTe-
MU BKJIFOYAIOTh HEMPOIMOPILINAHO JTOBI1 Nayiblli (apaxHOJAKTHIIIL — «IIaBYKOBI» Ma-
JIbIT), BUJOBKEHUN yeper, nedopmaliiro rpyaHoi KIiTKH (BopoHKOmoai0Ha abo Ki-
jenoAiOHa), BUKPHUBICHHS XpeOTa, HaJIMIpHa PYXOMICTh CYIUIOOIB, IIJIOCKOCTO-
nicTh. Haltbinpm xapakTepHUMH MOPYIIEHHSIMU CEPLEBO-CYANHHOI CUCTEMU € BH-
NMUHAHHSA MITPAJIBHOTO KJIamaHa B OIK JIBOTO MEpeacepis, PO3UIUPEHHS aopTH Y
BUCXIJJHOMY a00 4YepeBHOMY BIJJILJI1 3 PO3BUTKOM aHEBpPU3MHU (BurnuHaHHS). [1aTo-
JIOT1s1 OPTaHIB 30py IMOJIATa€ y KOPOTKO30POCTI BUCOKOTO CTYNEHSI BHACIIOK Mij-
BUBUXY (200 3CYBY) KpHUIITaJIMKa Ta PI3HOMY KOJIbOPI pariaykku. MoxyTs OyTu
TaKOX IMaxXO0Bl, CTETHOBI, JiadparManbHi rpuxi. [HOII TpamiseTbes OMyUIeHHS! HU-
poK, eM@izeMa JiereHiB (IUB. TEPMIHOJOTIYHUI CIOBHHK), OCIA0JICHHS CIIyXy aX
710 MOBHOI r1yxoTH. [lonpu Bei 1l MOpyIIeHHS ICUXIYHUM Ta pO3YMOBUN PO3BUTOK
XBOPHX BIJIIIOBIJIA€ HOPMI.

TpuBanicTh )KUTTA XBOPOro Ha cUHApPOM Map@daHa BU3HAUaIOThCA CTyIIEHEM

ypakKeHHS CepIIEBO-CYJIMHHOI CUCTEMH 1 CATa€ B cepeTHbOMY 35 POKIB.
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Man. 39. Cuaapom Mapdana:
a) HeMPOIOpLiOHAIbHA CTaTypa, 0) apaXHOAAKTHIIISA

JlikyBaHHSI MEPEBAKHO CUMMITOMATUYHE: BXKMBAIOTHCS JIIKW JJIs YMOB1JIb-
HEHHsI pyHHYBaHHS a0pPTH, @ TAKOK TOPMOHAJIBHI MpenapaTH JUisi CTUMYJISIIIT po-
MOPLIMHOTO CTaTeBOro J103piBaHHs AiBYar. [[03UTHBHUYN BIUIMB MOKAa3y€ MAacax,
JIKyBaJbHA TIMHACTHKA, IHKOJM PEKOHCTPYKTHBHA CEPILIEBO-CYIUHHA XIPYPTisl.

Cunapom Xouara — Opama (CUHIPOM «pyKa — CepLe») CYIpPOBOIKYEThCA
MHOKHHHUMH TIPUPOKEHUMHU BaJaMU PO3BHUTKY. YacToTa 3aXBOPIOBAHHS TMOKH-
mo He Bu3HadeHa. Mytauii reHa TBX5, skuii po3TalioBaHuil B JOBroMy Ijiedi
xpomocomu 12 (12¢g24.1), npu3BOaATh 10 BIICYTHOCTI HOTO MPOIYKTY, BHACIIIOK
4OT0 PO3BUBAETHCA XBOpoOa (Mal. 38).

Kniniuna kaptuna cuaapomy Xoinra — Opama XapakTepu3yeThCsl aHOMAIT1s-
MU BEpXHIX KIHLIBOK 1 MPUPOHKEHUMH BajaMu cepus. Banau po3BUTKY pyk Bapi-
IOIOTH BiJ] HEJJOPO3BUTKY UM BIICYTHOCTI 1-T0 manbis KUCTi abo Horo Tproxdana-
HT'OBOCTI /IO HEJIOPO3BUTKY a00 MOBHOI BIJICYTHOCTI TPOMEHEBOI KICTKH 3 (hopMy-
BaHHSIM IMPOMEHEBOI KOCOpPYKOCTI. YacTime BpaxaeThes JiBa pyka. Croctepira-
IOTHCSI 1 THIII CKEJIETHI 3MIHU: HEJJOPO3BUTOK JIOMATOK 1 KIIFOUHIIb, CKOJI103 (OOKOBE
BUKPUBJICHHsI XpeOTa), BOPOHKOMNOA10Ha JAedopMaliisi TPyIUHHA, BUKPUBIECHHS Mi-
3UWHIIS, 3POIIEHHS MaJIbIliB, HEIOPO3BUTOK IHIMUX MaNbIiB KucTi. Y 50% xBopux 1-
Ui Tajienb He MPOTUCTABICHUH peTi nanbIliB KucTi. (Mai. 40).
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Mai. 40. AHoMartii BeTMKHUX MaJIbIIB PYK Y XBOPOTO Ha CUHAPOM XoiaTa — Opama

VY nepeBaxkHo1 OUIBIIOCTI XBOpUX (10 85%) BUABISIOTHCA p13HI HOpMU TTPU-
POKEHUX Baj cepus: nePeKkTr MiKIEpeacepIHOI Ta MIKIIUTYHOYKOBOI ITeperopo-
JIOK, BIIKpUTA apTepialibHa MPOTOKA (32 HOPMOIO HAasiBHA B KPOBOHOCHIN CHUCTEMI
IOy ), 3BY>K€HHS a0OPTH Ta JIETEHEBOI apTepii, BUIMHAHHS MITPAJIbHOIO KJlaraHa
B OiK JIIBOTO TIepeacep/s TOIIO.

[aTenexkT xBopux Ha cuHapoM Xoata — Opama, sik IpaBuiIo, 30epiracThesl.

[IpOrHO3 KUTTS 3aJICKUTH BIJ] TSKKOCT1 YPaKEHHSI CEpIIs.

JlikyBanus cuaapomy Xonra — Opama nossrae y MeIuKaMeHTO3HOMY 3arlo-
OiranHi po3BUTKY 1H(GEKIIHHUX XBOPOO ceplid (HampuKial, €HIOKapJIUTy) Ta pe-

KOHCTPYKTUBHIN Xipyprii CepleBUX MEPEropoOK YU KIIamaHiB.

5.4.2. AyToCOMHO-peneCuBHI MATOJIOTiI

Bigomo 10 1900 ayToCOMHO-pEIIECHBHUX IATOJIOTIM, XapaKTepHOK O3Ha-
KOIO0 SIKMX € MOpYIIEHHsA (YHKIII OJHOrO 4M KUIbKOX (epmeHTiB. Taki xBopoOu
HA3UBAIOTLCA hepmenmonamiamu, abo enzumonamiamu. HaitGinsm nommupeHu-
MU cepejl HUX € .MYKOBICIHI03, (PeHIIKEeTOHYypis, TajlakTo3emisi, XxBopoba [ore,
aJIpEHOTEHITAIbHANA CUHAPOM Ta iHMIi. J[isi MyTaHTHOTO T€Ha MPOSBISETHCS JUIIIE
y TOMO3UTOTHOMY CTaHi. XBOp1 XJOMYUKH Ta JIBUYATKA HAPOIKYIOTHCS 3 OJHAKO-

BOIO 4aCTOTOXO.
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MyxkoBicuno3. CriaJkoBe 3axXxBOPIOBaHHS, OOYMOBJICHE CHUCTEMHHUM Yypa-
KEHHSIM yCIX €K30KPHMHHHUX 3aJI03 OpPraHi3My — OpPOHXOJIET€HEBOI CUCTEMHU, KHUIIIle-
YHHKA, MiAIUTYHKOBOT 3271031, )KOBYHOI CUCTEMH TEUiHKH, CIMHHHUX, TOTOBUX, CIi-
3HHUX 3aJ103, 10 MPU3BOJUTH J0 YTBOPEHHS B’SI3KOTO CeKpeTy. B’s3ki BUIiNEHHA
3aKyTHOPIOIOTH MPOTOKU 3aJ103, HAKOMMYYIOTHCS TaM 1 YTBOPIOIOTh KICTH (IIATOJIO-
T14HI TOPOKHUHHU), 1[0 CIIPUYUHAE TOPYIIEHHS X (DYHKIIIH.

MyKOBICIIHI03 — OJTHE 3 HAWTSDKYMX Ta HAUMOMIMPEHIINX MOHOTCHHHUX 3a-
XBOPIOBaHb UTAYOro BiKy. YacToTa 3axBoproBaHb il KpaiH €Bponu ta [liBHIY-
HO1 AMmepuku Bapitoe B Mexax 1 Ha 2000-4000 HOBOHapo KEHUX; Y KpaiHax A3ii
3yCTPIYA€EThCS PIJIKO.

I'en myxoBicuugozy CFTR nokanizoBaHuil B 32-OMy CETrMEHTI JIOBIOTO
ieda 7-o1 xpomocomu (7¢32) 1 koye O1I0K-pEryisaTop TpPaHCMEMOPAHHOI MPOBi-
JTHOCTI 10HIB XJyiopy (Maj. 41). ¥ nanuii yac Bigomo noHaa 900 marogoriyHux Mmy-
Taliil 1[bOTO IeHa, MePEeBaXXHO JEJIELI TPhOX Map OCHOB. Y BUIAJKY FOMO3UTOT-
HOCT1 MyTaHTHUX aJieJIed 1bOTO TeHAa AaHIOHM XJIOPY 3aTPUMYIOTHCS B €MiTeTiallb-
HUX KJIITUHAX, MMJACWIIOIOTH MOTJIMHAHHS KaTIOHIB HATPiIO Ta BOJU, CIIPUYHHIOIOUN
«BUCYIIIYBAaHHS CEKPETIB €K30KPUHHUX 3aJ103.

Kiinigai nmposiBu XBOpoOU pO3BUBAIOTHCS JIUIIE Y TOMO3UTOT MO aHOMAJIb-
HOMY TeHY. Y Te€TE€pPO3UTOTHHUX HOCIIB LIbOTO I'€Ha 3BHYAWHO HE BUSABIAETHCS Hi-
SKUX CUMIITOMIB 3aXBOPIOBAHHSI.

ko 060€e 0aThKiB € HOcisIMU AedekTHoro anens rena CFTR, To Biporia-
HICTh HAPOJKEHHS JUTHHHM 3 MYKOBICIIMJ030M 32 KOKHOI BariTHOCTI piBHa 25%.
[Ipu 1pboMy MoJIOBHHA JIITEH MOKE CTATU HOCISIMA aHOMAJILHOTO T'eHa.

SIxkmo HocieM reHa CFTR € TUILKHA OJIMH 13 0aTHKIB, TO ITOJIOBHHA JIITEH Bi-
pPOT1IHO OYIyTh T€TEPO3UTOTHUMH HOCISIMH IIOTO T€HA, a HeOe3IMeKa HapOIKESHHS
XBOPO1 AUTHUHH BIJCYTHS.

JUist mited, ypaXxeHuX MYKOBICUMIO30M, XapaKTEpHA CXUIBHICTH A0 MOBTO-
pHUX OpOHXITIB, THEBMOHIM, PO3BUTKY CHaJaHHS YAaCTHHH JIETEHI, 0 XPOHIYHUX
KUIITKOBUX 3aXBOPIOBaHb, 3alajeHHs MiJILTYHKOBOI 3a703H, 3aMOpiB, BUMAAaHHSA

npsiMoi KUIIKK. [Ipu oMy criocTepiraerbes oraHe ClpuiiMaHHs )KHPHOI 1K1, pi-
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JIK1 Ta 4acTl BUMIOPOKHEHHS, 3aTpUMKa (DI3UYHOTO PO3BUTKY. Y UYOJIOBIKIB 3 4ACOM
MOXe BUSBUTHCS Oe31uIiaHICTh. CepeHs TPUBATIICTh KUTTS XBOPUX HAa MYKOBIiC-
U703 ckiaaae 01u3bko 30 poKiB.

JIyist JiarHOCTYBaHHS MYKOBICIIMJI03Y KOPUCTYIOTBCS aHATI30M MMOTY Ha Mij-
BUILICHUI BMICT 10HIB HATPIIO Ta XJOPY Ta IHIIUMHU KJIIHIYHUMHU MOKa3HUKaMH (y-
HKL10HAJIBHUX MOPYUICHb TUXAIbHOI Ta TPABHOI CUCTEM.

JlikyBaHHSI MyKOBICIUA03Y NepeBaxHO cumnromaruyHe. [Ipu npomy 3acro-
COBYIOTh 3aC00M, IO PO3PIIKYIOTh MOKPOTY, (DEpMEHTHI mpenapatu il MOJiMN-
IICHHS MEePETPABIIOBAHHA KUPIB k1. {7151 60poTHOH 3 iH(EKIIIEI0 3aCTOCOBYIOTHCS
AHTUOIOTUKH 3 TIONEPEHIM BU3HAYCHHSIM UYYTJIMBOCTI BUAUICHOrO 30yaHuKa. Bu-
KOPHUCTOBYIOThCSl TaKOXK (p13ioTepaneBTU4YHI MeToau. OHUM 13 BUAIB ¢i3loTeparnii
€ JiKyBajgbHa (PI3KYIBTYypa, SIKA BKIIOYAE IUKI aKTUBHOTO JIUXAHHS, ayTOTEHHUN
Ta PYXOBUH APEHAXK JIET€Hb Y MOEAHAHHI 3 IEPKYCUBHUM MacakeM (IOCTYKyBaHHS
najblAMU pyK). MeToro JiKyBaJIbHOI (PI3KYJIBTYpH € BUJAJIEHHS MOKPOTH 3 OpOH-
xianpHOTO JiepeBa. [HKoMM mpu HEOOX1THOCTI 3aCTOCOBYIOTh XIpypridyHe BTpyYaH-
Hs1 (KMILKOBA HEMPOXI1JAHICTh, HAKOITMYEHHS TOBITPS UM ra3iB y NOPOKHUHI IJIEBPU
JIET€Hb, NIepECcaHPKyBaHHs OPTaHIB — JIET€Hb, MEUIHKH, MMANLTYHKOBOT 3a7103H).

Jieta xBoporo He MoBHMHHA OyTH oOMexeHOoro. KamopiliHiCTh XapuyBaHHS
mae pocsratu 120-150% Bix HopManbHOI, mpudomy 35% 3a paxyHOK >KUPIB.
OOOB’sI3KOBHM € JIOJIaTKOBE B>KMBaHH:A BiTaMiHiB A, D, E, K.

VY nanuii yac aKTUBHO PO3pOOJISAIOTHCS METOJU 2eHHOI mepanii MyKOBICIIH-
no3y. OcBoena texnonoris kionyBanas JJHK nHopmanbHoro rena. Jlopeaeno, 1o ii
BBEJICHHS B KYJbTYPY YPaKEHUX KIITHH yCyBa€ AepeKT MEeMOpaHHHX KaHaiB.
Haii011b111 BipOoriJHOIO0 TKAHUHOIO-MIIIECHHIO € eMITEeNIN AUXATbHUX IIJISAX1B.

Po3pobinsatoThCst cucTeMu mepeHeceHHs reHiB Ha OCHOBI BEKTOPIB — aJIeHO-
BipyciB Ta JinocoM. Jlo mpo6iieM, OB’ sI3aHUX 3 TEHOTEPAIi€l0, BIIHOCITLCS TYKE
HU3bKUI PIBEHb MEPEHECEHHSI T€HHOI KOHCTPYKUII B €miTeNialbHl KIITUHU, HU3b-
KU piBEHBb EKCTpecii yMpoBaHKEHOT0 TeHa Ta 1i CKOPOMUHYIIUNA XapakTep, po3-
BUTOK IMYHHOI BIJIOBIJII Ha OJIOK BEKTOpa SIK aHTUTUIAMHU, Tak 1 (parouuMTaMu,

PO3BUTOK SIK MICLIEBUX TaK 1 CHCTEMHUX 3aMaJIbHUX PEaKIii.
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OnHuM 3 ePEeKTUBHUX CIMOCOOIB MPOQPUIAKTUKH MYKOBICHIUAO3Y € MOJEKY-

JLIPHO-TCHCTHNYHA ITPCHATAJIbHA ,Z[ial"HOCTI/IKa B CIM’SIX BUCOKOTO PU3HUKY.

P
GALT p 1
[anakTosemis

GBA

CFTR

- PAH
Myrogicyuaos

PeninkeToHypia 1

Xpomoconma 1 Xpomocoma 7 Xponmocoma 9 Xpomocoma 12

Man. 41. Jlokanizalisi FeHiB I€IKUX ayTOCOMHO-PELIECUBHUX MAaTOJIOT1N

®eninkeronypia. Cepen HOBOHAPOHKEHUX YacTOTa (PEHIIKETOHYpIi CKIla-
nae mpubmm3no 1:10000, a cepen po3ymoBo Biactamux miteit — 1:1000.

Sk BioMO, OUIKH 1K1 B MUTYHKOBO-KHIIIKOBOMY TPaKT1 PO3MIEIUTIOIOTHCS 10
aMIHOKHUCJIOT, IKI BCMOKTYIOTBCSI B KPOB. 32 HOPMOIO aMiHOKHUCIIOTa (heHUIadaHiH
miJ BIUIMBOM (epMeHTy (eHlTanaHiH-4-T1IpOKCUIa3H, II0 YTBOPIOETHCS B MEUiH-
111, IEPETBOPIOETHCS HA aMIHOKUCIOTY TUPO3uH. CHUHTE3 1IbOro (pepMeHTy 3iiic-
HIO€TbCS TeHOM PAH, sixuii po3TamioBanuii y 24 cermMeHTi J0OBroro mieya 12-oi
xpomocomu (12¢24). Croroani Bimomo 0sm3bko 200 MyTallii 1[bOro reHa, KokHa 3
SAKUX CIpUYrHIOE PeHikeTonypito. (Mai. 41).

Moske TpanuTHCs, U0 y MOAPY>KHIN Mapi 1 YOJIOBIK, 1 )KiHKa MaloTh JAe(eK-
TUBHUH ajiesib boro reHa. Cami BOHM HE CTPaXKJIal0Th BiJI HECTadl boro (GpepmeH-
Ty, OCKUIBKH Y KOXKHOT'O 3 HUX Ha FOMOJIOTTYHIM XpOMOCOMI 3HAaXOJIUThCSI HOpMa-
apHul anens reHa PAH. OpgHak, KOJIM TUTHHA BiJl KOKHOTO 13 TaKUX OaThKIB yC-
NaJKOBYE aHOMAJILHUN T'€H, Y Hel po3BUBa€eThCs (heHuikeTonypis. [lpu nupomy He-

00x11HUI PepmMeHT a00 He BUPOOISETHCS 30BCIM, a00 Ma€ Jyxe CciabKy aKTHB-
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HICTB. Y KPOBI XBOPOTO HArpPOMAJIKY€THCS BEJIMKA KUTbKICTh aMIHOKUCIIOTH (PeHi-
JajaHiHy Ta TPOJAYKTIB i HamiBpo3many (peHiImipoBUHOrpaaHa, (PEH1IONTOBA KH-
CJIOTH TOLIO), SIKI TOKCUYHI JJI1 OpraHi3My, OTPYIOIOTh HEPBOBY CUCTEMY JUTHUHH,
IIK1IJTMBO JTIIOTHh HA 1HIINI OpraHd 1 TKaHWHU. B maHuii 4ac MOJCKyJIsIpHUN MeXa-
HI3M JaHO1 MaTOoJIOTIi JOCIIKEHO IOCUTh T00pe.

XBOopoba CympOBOKYETHCS BHPA3HOIO 3aTPUMKOIO MCHUXIYHOTO PO3BUTKY
JTUTHHH, SIKa, K TTPABHUIIO, A0COFOTHO HE 3aCBOIOE HANUTIPOCTIII MOHATTS, HE MOXKE
HABYUTHUCS PO3MOBIISITH 1 HE po3yMie MOBU. [lepini 03Haku XBOpoOU 3’ ABIISIFOTHCSA
B 2—6-MicsiyHOMY Billl. PaHHIMH cuMnTOMaMu € 3amax BT («MUIIauYMil») 3amnax),
SKUI Mae ceya Ta IIKipa XBOpoi AUTHUHH, Hanaau OJF0BaHHS Ta 3arajbHe 30yKeH-
Hs. XapaKTepHUMH O3HAKaMU XBOPOOM € TaKOXK 3HIIKEHHS M'S30BOTO TOHYCY,
CyZlOMHI Hamaau. Sk mpaBwiio, AITH, XBOpl Ha (PEHUIKETOHYPIIO — OJAKUTHOOKI
OJIOHIMHHU 31 CBITJIOIO IIKIPOIO Ta BUPAKEHUMH IMPOSBAMU aJeprii CIM30BUX 000-
JIOHOK.

3 mepmux AHIB KUTTSA B KPOBI TaKOi JIUTHHU ITABUIIICHUN piBEHb (eHiaa-
HIHY, a 3 CEeUCI0 BUAUISETHCS HAAMIPHA KUIBKICTh (PEHUIMIPOBUHOTIPAIHOT Ta 1HIIHUX
kucioT. Came 11l TOKa3HUKKA BUKOPUCTOBYIOTH JJISl TIarHOCTYBaHHS ()EHITKETOHY-
pii

JlikyBaHHS (DEHITKETOHYPIl 3M1HCHIOETHCS MUISIXOM MPHU3HAYEHHS MasloOif-
KOBOI JII€TH, IO 00OMEXKY€E HAIXOKEHHS (PeHUTalaHiHy 3 TKEI0 10 MIHIMaJbHOT Bi-
KOBOi 1oTpeOu. B xapuoBuil paiioH XBOpUX BBOASATH OBOYl, PPYKTH, COKH, a Ta-
KOX CIeliaJIbHI MPOAYKTH 3 HU3bKUM BMICTOM Ol1ka. OcoOnuBa yBara HaJa€eThCs
JI0OJIATKOBOMY BKHMBAHHIO BITaMiHIB, MiHEPAJIbHUX PEYOBUH Ta MIKPOECIEMEHTIB.
JlieToTeparnis NpU3HAYAETHCSA HA TPUBAIMM TepMiH (MiHIMYM 110 8-10 pokiB).

[Tin koHTpoOJIeM JiKaps MPOBOJAMUTHCS JIIKYBAaHHS, CIIPSIMOBAHE HA CTHUMYJIS-
I[1}0 PO3BUTKY HEPBOBOI CUCTEMU JUTUHHU.

k1o JiKyBaHHS MOYAaTH HE MI3HINIE JBOMICAYHOIO BiKY, TO B OUIBIIOCTI
BUITQ/IKIB PO3BUTOK JUTHHU HJIe MPAaKTUIHO HOPpMaJIbHO. B mporieci qopocimanHs

B OpraHi3mi XBOporo (hOopMyIOThCSI MEXaHI3MH, SIKI TPOTUCTOSITh MATOJOrIi, 1 BiH,
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IIpYU MPOBEACHHI MEBHOI KOPEKLII B Xap4yyBaHHI, MOK€ BECTH 3BHYalHUN CcHOciO
HKUTTSL.

I'anakro3zemis. llle onHMM 3aXBOPIOBAHHSM, MPHU AKOMY AEPEKT OJHOTO
reHa MPUBOJUTH JO0 CEPUO3HUX O10XIMIYHMX 3MIH B OpraHi3Mi, 10 BUKIHUKAIOTh
MOPYIIEHHS! PO3BUTKY 1 HaBITh 3aru0enb JUTUHU, € ranakTo3eMis. Bona tparuis-
eTbcs y | nutuHu Ha 15-20 TUCSY HOBOHAPOIKEHHUX

["amakTo3emiss COPUYMHIOETECS TOMO3HMTOTHOI KOMOIHAIIE0 aHOMAaJbHUX
aneneit rena GALT, sixuii nokanizoBaHuil B 13-My cerMeHTi KOpOTKOTO 1jieda 9-o1
xpomocomu (9p13) (main. 41). Binomo nonan 50 anHoManbHUX MYyTalliil bOTO T€HAa,
MIEPEBAXKHO Y BUTJISI 3aM1H HYKJICOTH/IIB.

3axBOpPIOBaHHS BUSBISETHCS 3 MEPIIUX MICSIIB )KUTTSA JTUTHHH 1 TIOB’sI3aHE 3
BUT'OJIOBYBAHHSAM TPYJIHUM a00 KOPOB’STYMM MOJIOKOM. BigomMo, 1110 OCHOBHUM BY-
IJIEBOJIOM y MOJIOII € MOJIOYHHUU IyKOop — Jakro3a. Jlakro3a B IIITYHKOBO-
KHAIIKOBOMY TPAKT1 PO3LICTUTIOETHCS HA JBAa MOHOCAXapHaU — TajJakTo3y Ta TIIIOKO-
3y. [Ipote kiiTHHAMU OpraHi3My BUKOPHCTOBYETHCS TUTBKH TIIOKO03a. ['amakrosa x
y HOpMI 3a J0MOMOTor (epMEHTy TanakTo3o-1-docdar-ypigumirpancdepasu ta-
KOX TEPETBOPIOETHCS Ha TIIOKO3Y. [Ipu ramakroszemii BUSIBISIETHCS BiJICYTHICTH
1boro pepmMeHTy. B pe3ynbraTi B KpOBl HAKOMMMYYETHCS BEITMKA KUIBKICTh TajlaKTo-
34, SIKa OTPYHHO Jl€ MPAKTUYHO HA BCl OPraHu Ta TKAHWHHM Tila JUTUHU. Burono-
ByBaHHS IUTUHU MOJIOKOM JIOCUTh LIBUIKO BEJE /10 pO3jaxy TPaBJICHHSA, 3011b-
HIEHHS EY1HKU, 3aTPUMKH PO3YMOBOTO Ta MCUXIYHOI'O PO3BUTKY. JIUTHHA JKOBTIE 1
PI3KO XyAHE, PO3BUBAETHCSA MOMYTHIHHS KPHILUTAIMKA, IO CHPUYMHIOE CIIIOTY.
T'octpi popmu ramakTo3emMii IPU3BOJAATH 0 CMEPTI Yy TIEPII MICSII )KUTTS JTUTUHH.

Jl1arHOCTY€ThCSl TAIAKTO3EMIsl Uepe3 BU3HAUEHHS aKTUBHOCTI (PEpMEHTY ra-
J1aKT030- 1 -hochar-ypinuntpancdepasu B epUTPOIUTAX 1 KOHIIEHTPAIIIT rajJakTo3u
B KpOBI Ta ceyi.

OcCHOBHUI ME€TOJ JIKyBaHHA XBOpPOOM MOJArae y NpU3HAYEHH] HU3bKOJIAK-
TO3HOT Al€TH. SIKI0 XBOPiM AUTHHI 3 IEPIIUX THOXKHIB KUTTS HE 1aBaTH MOJIOKA, TO
BOHA PO3BUBAETHCS HOPMaIbHO. JlJI1 XapuyBaHHs TakUX JITel po3po0JeHi criemia-

JbHI 6€37aKTO3HI CyMilIl Ha OCHOBI COEBOr0 ab0 MUTraneBoro mojoka. [Ipu upo-
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My Ji€Ta MOBUHHA BKJIIOYATH JOCTATHIO KIJTLKICTh OBOUIB, (PPYKTIB, a TAKOXK M'SICO,
cajio, Kpymnu TOLIO.

KpiM J1i€eTH BUKOPUCTOBYIOTHCS JIIKH, SIKI CTUMYJIIOIOTH (YHKIIIi HEPBOBOI Ta
KPOBOHOCHOI cucteM. [Ipu HeoOX1THOCTI 3aCTOCOBYETHCS XIpypriyHe BTPYUYaHHS.

XBopo6a T'ome (1iepedpo3uso3). XBopoba ['omie He BBa)kaeTbCs PO3IO-
BCIOJDKEHOIO0 XBOPOOOt0 (dactota ii ckmanae 1:40-60 Tuc. HOBOHAPOIKECHHX), ajie
3aiiMae cepes CaJKOBUX €H3UMOIMATIA 0COOIMBE Miciie, 00 € MPUKIAAOM YCIHiI-
HOTO PO3BUTKY JOCIIXKEHb TakuX naTtoJiorii. Tak, st xBopoOu ['omie BUBHaAY€HO
NEPBUHHUN O10XIMIYHUNA Ae(EKT, AOCHIIKEHI CTPYKTYpH HOpMaiabHOTO Oinka 1
HOPMAaJILHOTO T'€Ha, PO3pO0JIeH] Ta BIPOBAIHKEH] B MPAKTUKY METOAU (HEePMEHTO-
3aMIHHOI Teparii, a B OKPEMHUX BUIAJIKaX 3aCTOCOBYIOTHCS TPaHCILJIAHTAIlll KPOBO-
TBOPHUX KJIITWH, BU3HAYCH] HAIIPSIMKU T€HHOI Tepartii.

XBopoba ['ome o6ymoBiieHa MyTaliiero renHa GBA, nokaini3zoBaHoro B 21-my
CerMeHTi JoBroro mieya 1-oi xpomocomu (1¢g21) (man. 41). 'en GBA KOHTpOIIO€
cuHTe3 pepmenTy Oeta-D-rirokonepedpo3uasu, skuii 6epe yJacTh y pO3IIeIICH-
Hl TJIIOKO3WILIEpaMily Ha TJIIOKO3y Ta LiepamMill. JlOCmiIKeHHsS NaToJIOrii Ha TeH-
HOMY DIBHI YCKJIATHIOEThCSI 3HAYHOIO KUIbKICTIO (1ToHaA 100) pi3HOMaHITHHX My-
Talii reHa, SKi BIIPIZHAIOTHCSA PI3HOI aKTHUBHICTIO (PEPMEHTY TIIIOKOIEPEOpO3H-
Ja3u.

Hacmigkom MyTaliii reHa € HeJIoCTaTHS aKTHUBHICTh IJIIOKOIIEpeOpo3uaasu, B
pe3yJIbTaTi YOTO TIIOKO3WILEpaMil HAKOMTUYY€EThCS B JII30COMaX JIEHKOILMTIB, 3/1a-
THUX 70 (aronuTo3y. Po3mipu Takux KIITHH HENOMIPHO 301IBIIYIOTHCS (KIITHHU
['ome). Knitunu ['omie yTBOPIOIOTHCS B TKAHUHAX TOJIOBHOI'O MO3KY, MEYIHKH, CE-
JI€31HKH, YEPBOHOI0 KICTKOBOI'O MO3KY, JIM(pAaTHUYHUX BY3JIB Ta 1HIIUX OpPraHiB,
0 € XapaKTepHOI O3HaKOI0 naHoi matojorii. Harpomamkenus mnepebpos3umy B
KJIITHHAX HEPBOBOT CUCTEMH CIIPUUMHSIE 1i pyHHYBaHHS.

Po3pizHsaoTh quTsady Ta oHaubky (opmu xBopobu ['omre. Jlutsaua dopma
MPOSIBJISIETHCS] B TIEPIIT MICSII KUTTS 3aTPUMKOIO (DI3UYHOTO Ta PO3yMOBOTO PO3-
BUTKY, 30UIBIICHHSIM >KMBOTA, MEUIHKW Ta CEJIE31HKH, YCKJIAIHEHHSM KOBTAHHS,

Clra3MaM# T'OpPJISTHKU. MosxnuBa AuXaJibHa HCI[OCTaTHiCTI) qcpe3 YIJ_IiJ'H:HeHHﬂ Jec-
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re€HEBO1 TKaHUHH, cyAoMH. CMEpTh XBOPOI AUTHHHU HACTYIA€ MPOTITOM IMEPILIOro

poky xutTs. (Mai. 42).

Mai. 42. XBopob6a I'omie

JliarnocTyethcsi XxBopoOa ['omre Ha mijcTaBi BU3HAYCHHS aKTHBHOCTI (bep-
MeHTy OeTa-D-rimokonepedpo3ua3u B JEHKOIMTaX XBOPOTO Ta OJHOTO 3 0aThKIB,
a TakoX y (¢ibpobnactax (KIITHHH, IO YTBOPIOIOTH BOJIOKHA) IIKIPH XBOPOTO.
Kpim Toro, 3aiiicHioroTs ananiz JJHK nefikonuTiB XBOporo ta oAHOTO 13 0aTHKIB.

Jlo HelaBHLOTO Yacy MeIUIIMHA HE BOJOA1Ia €(EKTUBHUMU 3aCO0aMHU JIKY-
BaHHS ypakeHUX XxBopoOoto ['omie. Tepamis HOCHIIa TIEpeBaKHO YaCTKOBHM Xapak-
Tep (BUAQICHHS CEJIC31HKHU, TPAHCIUIAHTAIlISl KICTKOBOT'O MO3KY, OOMEXEHHS PYyXO-
BOi aKTUBHOCTI TOIIO).

OcTaHHIM YacoM JaHe 3aXBOPIOBAHHA CTaJ0 MPEIMETOM MIKIUCITUIUTIHAP-
HOT'O BUBYEHHS 3 OOKY T'€HETHKH, OPTOIE/li, F€éMaTOoJIOrii Ta MOJEKYJISpHOi 010J10-
rii, 1[0 MPHUBENO A0 OOIPYHTOBYBAHHS Ta BUKOPHUCTAHHS HOBHX METO[IB JIKyBaH-
Hs. B nanuii yac nikyBaHHs XBopoOu ['oire, Ha BIIMIHY BiJ] HIIUX T€HETUYHUX 3a-
XBOPIOBaHb, BBAXKAETHCS BUCOKOS(DEKTUBHUM. ["apHi pe3ysbTaTu mokasye GpepMeH-
TO3aMiHHAa Tepamis — peryispHe BBEICHHS B KpoB ¢epMmeHTy Oeta-D-

[IIIOKOLEPeOpo3naa3u, IKUi €epeKTUBHO BUKOHYE CBOIO (PYHKIIIIO.

5.4.3. I1aToJorii, 3uenJieni 3i crarTio

Bigomo monanm 650 xBopoO, 3uemieHnXx (abo0 ragaHo 34eIICHHX) 3 X-
XpOMOCOMOI0. TSKKICTh 3aXBOPIOBaHHS 3aJICKUTh BiJl cTari. [loBHUI TIPOsIB XBO-
poOM CIOCTEPITAETHCS MEPEBAKHO Y YOJIOBIKIB, OCKITLKH BOHU TE€MIi3WUTOTHI (Ha-

MIB3UTOTHI) 32 T€HAMHU, JIOKAII30BaHUMHU B X-XpOMOCOMI. SIKIIO MaTONOTTYHUI TeH
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€ PELlECUBHUM, TO T€TEPO3UTOTHI KIHKU 3/I0POBI, alieé € HOCIIMH LIbOTO I'€Ha, a ro-
MO3HMTOTHI JKIHOYl €MOpIOHU MEepeBaXHO JICTAIbHI. Y BHUIAJKY JOMIHAHTHOCTI
aHOMAJLHOI'O T'€Ha TEeTePO3UTOTHI JKIHKH Ypa)KeHl JIETKOw (popMor XBopoOu, a
TOMO3HUTOTH JIeTaldbHI. Y YOJIOBIKIB TIIBKH OAHA X-XpOMOCOMa, TOMY Yy HUX X-
34eryieHa XBopoOa YacTilie BUSBIAETHCS MOBHICTIO, HE3AJIEKHO BiJl TOTO, JOMiHa-
HTHA BOHA Y IHOK YM pELIECUBHA.

TakuM YMHOM, MOHATTS JOMIHAHTHOTO Ta PEIECUBHOTO X-34EIUICHHS CTO-
CY€ETbCSl 3BUYAHO MPOSIBY O3HAKU y KIHOK. X04a 1 TYyT 4acTO BIJACYTHI YiTKI BH-
3HAYEHHS JJOMIHAHTHOCTI YU PELIECUBHOCTI PSITy XBOPOO.

BaxnuBoro oco0nuBicTio X-34€MJIEHOr0 yCHaJAKyBaHHS € T€, 110 O3HAKa He
nepeacThes MO YOJIOBIUiH JIIHIT, OCKUIBKU CUH OJIEPKYE Bl 6aThbka Y-XpOMOCOMY.
Ane Bci JoukH 0aThKa, YPaKeHOro X-34EIUICHOI0 XBOPOOOI0, YCIaIKOBYBAaTUMYTh
aHOMAJIbHUM aJieb TeHa, OCKUIbKM BOHU O0OB’SI3KOBO OJIEPXKYIOTh Bij OaTbka X-
XpOMOCOMY.

X-34eruieHi qoMiHAHTHI 3axBopoBaHHs. LI maromorii 3ycrpiyatoTbes pi-
auie, HK penecuBHi. HaltOGiabn BiioMuMH cepell HUX € rinodocdareMiunuii pa-
xiT, cuaapom brnoxa — Cynbioeprepa (mirMeHTHE HETPUMAaHHS), OCEPEKOBa Me-
30€KTOICpMalibHA JTUCIUIA31sA, OKpeMi (opMU HEHPOTCHHOTO HEI[YKPOBOTO jiade-

Ty, TEMHa eMalib 3y0iB Ta AesKl 1HII. XBOPIIOTH SIK YOJIOBIKH, TaK 1 )KIHKH.

PHEX

S TMnodocdaremivimi paxit, Tvn 1
2
DMD
p Maszoea gucTodia Qowena
1
1
AZF-pezion
Aszoocnepmia,
q chakTop 1

Y-xpomocoma

X-xpoMmocoma

Man. 43. Jlokai3ailisi T€HIB JeSIKUX ITaTOJIOT1H, 34CIJIEHUX 31 CTaTTIO
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TI'inogpochamemiunuii paxim tun 1 — HalloMMpPEHIIIE 3aXBOPIOBAHHS Ce-
pen IUTSAYUX paxiTiB, yacToTa sikoro ckianae 1:25000. BoHo 3yMOBIIeHE MyTalll€lo
reHa PHEX, 10Kani30BaHOTO Ha KOPOTKOMY Iuieul X-xpoMocomu (Xp22.1), sikuii
KOHTPOJII0€ peabcopOiriro (3BOpoTHE NoriauHaHHs) ¢ocdaTiB y HUPKOBUX KaHAIIb-
X Ta B KuIIeuHuKy (Mai. 43). [Tatosoris mojsrae y pi3koMy 3MEHIIIEHHI KOHIIE-
HTpalii HeopraniyHoro ¢ocdopy B KpoBi (rimodocdaremis), 0 MOKE MPU3BECTU
710 TIOPYIIICHHS MPOIECY MEPETBOPEHHS HEAKTUBHO1 (hopmu BitamiHy D B akTHBHY.
XJIOMYUKHU XBOPIIOTH TSXKYE, HIXK JIIBYaTKA, OO0 BOHU MeMI3UTOTHI, a JIiBYaTKA TeTe-
PO3UTOTHI 3a LIMUM T€HOM. Y MarepiB JESKHX XBOPHUX CHOCTEPIrarOThCs KIIIHIYHI
O3HaKW TaToyorii y BUrIAAl Aedopmallii KICTOK ab0 HU3BKOTO 3pOCTY, y 1HIIHMX
BUSIBJISIETHCS Jiniiie rinodocdaremist HaTIIECEPIIE.

[lepmi o3HaKM XBOpPOOW BHPA3HO CTAIOTh MOMITHI Ha MOYATKy 2-TO POKY
KUTTS a00 MI3HIIIE, KOJIU AUTHUHA TTOYMHAE XOJAUTH. 3BEpTal0Th Ha ce0e yBary Xu-
TKa («Ka4rMHa») XO0Ja, 3MEHILECHHS PYXOBOi aKTUBHOCTI, HU3bKOPOCIICTh, HAPOC-
tatoue ) (- abo ( )-moniOHe BUKPUBIICHHS] TOMUJIOK 1 MEHIII BUpa)xeHa aedopMartis
pelTu yacTul ckenera (mai. 44). lHoal nuTuHA niepecTae XOAUTH yepe3 00J1 B Ki-

CTKax. Y XBOPUX MOXJIMBI CHOHTaHHI MEPETOMH.

Wiy

Man. 44. I'inopocdaTemiyHuil paxit

[Icuxi4HO TUTHHA PO3BUBAETHCS HOPMAJIBHO, aJie CTA€ MOBYA3HOIO, HE CIILI-

KYETBCS 3 OTHOJITKAMU. Y JIBYaTOK XBOPOOa MPOSBISETHCS y JIETKIA Gopmi — JIH-
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1I€ 3aTPUMKOIO POCTY Ta rimodocdaremieto. [HOAI 3aXBOPIOBAHHS y TUTUHU MPO-
XOJIUTh O€3 JIIKyBaHHS, ajie TTOHOBJIKOETHCS B JOPOCIIOMY BIilli, HAPUKIIAJ Y KIHOK
I11]T Yac BariTHOCTI Ta JlaKTarii.

JlikyBaHHsI 3aralbHOBU3HAHMMH J03aMU BiTaminy D BuUsBIsieThCs Oe3ycIti-
mHuUM. [Ipore xBOpoOa BijAcTymae MmiJ AIEI0 BEIUKUX 103 aKTUBHUX METa0OJIITIB
LBOT0 BiTaMiHy. B JIIKyBanbHUI KOMIUIEKC BKIKOYAKOTh TAKOXK MTPENapaTH KaiabI1io
ta dochopy. Y BUNAAKY THKKUX YpPaKeHb CKeJeTa 3aCTOCOBYIOTh OPTOMEIMYHI
3aco0u, a AKII0 HEOOX1AHO, TO 1 XipypriyHe BTpy4aHHs. 3 METOI0 3an00iraHHs Jie-
dbopmarrii KicTOK HEMOBJISITI HE JAIOTh HAATO PAHO CTABaTH HA HOTH Ta XOJIUTH.

X-34eruieHi penecuBHi 3axBoproBaHHsA. Ha 111 XBopoOu HE3MyKalOTh Iie-
PEBAXKHO YOJOBIKU. TSKKICTh TaKMX MATOJIOTIM Bapito€ B IIMPOKUX MEXKax, Ha-
MIPUKJIAJT Y YOJIOBIKIB — BiJ Oe31utiaas 3a cunapomy Jlema — Haiixana n0 mopiBHS-
HO JIETKUX TOPYIICHb y BUMIISIAL AesikuX GopM obnucinus. [lo X-3uenieHux pere-
CUBHHX 3aXBOPIOBAaHb BIAHOCATHCS Miomuctpodis Jromena, reMmodisis (qUB. po3-
i 3.3.3. Ta 4.3.2.), aHTIAPOTUYHA EKTOJEpMalibHa AMCIUIA3is, BPOHKEHA TIIo-
11a31sd HaJHUPHUKOBUX 3aJ103, aIPEHOJIEUKOAUCTPOPis, JATBTOHI3M Ta 1HIIII.

M’azoea oucmpodghia /[iouiena € 10CUTH PO3IMOBCIOKEHOIO Ta TKKOIO He-
PBOBO-M’s130BOI0 XBOpoOoto. Yactora 1i ckiamae 1:3000-5000 HOBOHapOMKEHUX
XJIOMYHUKIB. 3aXBOPIOBaHHS 00yMOBJICHE OPYIIEHHSIM CHHTE3y OlKa TucTpodiny,
red sikoro (DMD) nokamnizoBaHuii B KOpoTKoMmy Tuiedi X-xpomocomu (Xp2l.2)
(mam. 43).

[Tepun o3Haku XBOpOOM, y BUIJISAl YTPYAHEHb MPU BCTABAaHHI 3 MIJUIOTH YU
MiCIIs MPUCITaHHS, 3’ IBIISIOTHCA Y 3-5 pokiB. XBOP1 JITH HE BMIIOTh OiraTtu Ta cKa-
KaTH. 3aXBOPIOBAHHS MOJIATAE Y NMPOrpecyroviil AUCTpodii M’ 431B 3 MOCTYIOBUM 0
14-15 pokiB 3HEPYXOMJICHHSIM JUTHUHU. M’s30Ba TKaHWHA 3aMIHSETHCS KUPOBOIO
Ta CIOJYyYHOIO, MTOYUHAIOYM 3 M A31B HIr. O3HaKU XBOPOOHM PO3MOBCIOIKYIOTHCA
NOCTYNOBO yropy mo Timy. Ilpm mpoMy mHOpyuIyeTbcs MOTOPHKA ILTyHKOBO-
KHIIIKOBOTO TpakTy. Ha 3aBepimanbHiil ctaii xBopodbu aTpodisi 3aXOIIIoe M’si3u
00JMyYus, TI0TKU Ta AUXAJbHI M’SI34, TOPYIIYIOThCS (YHKIIIT cepiist. XBOpl TMHYTh

OPOTATrOM 2-3-r0 N€CATHIITTS XKUTTS.
150



VY NOJOBHHM XBOPUX MOXKIIMBE 3HIKEHHS 1HTENEKTY aX 70 AeOUThHOCTI.

JlikyBaHHs, cIpsIMOBaHE Ha MiATPUMAaHHS (PI3MYHOTI aKTUBHOCTI (CIiemiaibHa
JIKyBajibHA TIMHACTHUKA) MAII€EHTA, TA MOKPALIEHHS YMOB JKUTTS BUSBIIAIOTHCS Ma-
JoepeKTUBHUMHU. BUKOPUCTOBYIOTh MPOTE3H, SIKI O3BOJISIOTH XBOPUM PyXaTUCSA
Ta YIOBUIbHIOIOTH (popMyBaHHS cKkoJ1i03y. [Ipu mosiBi 00OMeXEHHS pyXJIMBOCTI CyT-
71001B TOKa3aHe XipypriuHe BTpydaHHA. [ yMOBUIBHEHHS PO3BUTKY XBOPOOH
MPU3HAYAIOTh METMKAMEHTO3HE JIIKyBaHHS.

Y-3uenJieHi xpopoou. [{ux maTtosioriii BiJoMO BChOTO KUIbKa, OCKUIBKH YO-
JIOBIYa CTaTe€Ba XpOMOCOMAa Ma€ HE3HAYHY KUIBKICTh TeHiB (0mm3bko 100), i3 sxux
inenTudikoBano Omm3bko 20. I'eHM, sSKi BU3HAYAIOTh TakKi MATOJIOTIi, HE MarOTh
aHajoriB 'y X-xpomocomi. Takum 4uHOM, Y-34erieHI XBOPOOM BH3HAYAIOThCS
JIUIIE OJHUM aJielIeM, BUSBJISIOTHCS TUTBKH Y YOJIOBIKIB 1 MEPEIarOThCs Bl OaThKa
yciMm cuHamu. Cepel IUX 3aXBOPIOBaHb — a300CIEepMis, TIIEepTPUX03 (BOJIOCATICTh
KpaiB YIIHHX PaKOBHH), MEPETHMHKH MK MaJbIIMU HIT Ta iXTio3 (JiycKOmoziOHa
HIKIpa).

A3z0ocnepmia. Ha Y xpoMocoMi JIFOJMHU PO3TAIIOBAHO K1IbKA JECATKIB Ire-
HIB, KOHTPOJIIOIOUYNX (POPMYBAaHHS CTATEBUX O3HAK, Y TOMY YHCI PO3BUTOK SE€YOK
Ta Tpolec crepMmarorenesy. Pi3HI myTallli B CTPYKTypi IUX T'€HIB, SIK MPaBUIIO,
MPUBOMATH IO MOPYIICHHS PO3BUTKY cTaTeBoi cucteMu. OCHOBHI T€HH, KOHTPO-
JIIOF0Y1 CIIEpMATOTreHEe3 Y YOJIOBIKIB, pO3TaIllOBaHi B IMEBHIN JIUISHII JOBIOro Iieda
Y-xpomocomu (¥Yql11) (man. 43). Lo ninssHKy npuidiHaTo HasuBaTtu AZF-perion
(610 anen. azoospermic factor). Horo migpo3ninaiors Ha Tpu cybperionn — AZFa,
AZFb ta AZFc. Y KOXXHOMY 3 IIUX CyOperioHiB 3HAXOMAThCA Pi3HI T€HU, MyTalli
SKUX BEAYTh JI0 NIUPOKOTO CHEKTPY MOPYIICHb CIEPMATOreHE3y — BiJl HEIOCTAT-
HBOT KUIBKOCTI CIIEPMATO300HIB y criepMi (oyirocnepmisi) 10 iX MOBHOI BiJICYyTHOC-
Ti (a300cHepMis).

YacToTa pO3MOBCIOIKEHHSI CHAJKOBOI azoocmnepmii Bapiroe B Mexax 0,17-
0,24%. Bona BuHHMKae B pe3ysbTari Mikpoaenenid y mokyci AZF Y-xpomocomu.

Halitsoxunmu € mikpoaenenii B cyoperionax AZFa ta AZFb.

151



Ha pganwit MoMeHT edeKTUBHHMX 3ac00IB JIIKYBaHHS CIIaJKOBOI a300cmepMmil
HE ICHYE€, 1 BIPOT1IHICTh BITHOBJICHHS (PEPTHIIHLHOCTI I XBOpUX ayxe maina. Oj-
HakK, I1¢ HE 3HAYUTh, 10 1X CIM SHUKU HE 3/1aTHI BUPOOJISITH Xoua O He3HAYHY KiJIb-
KiCTh HOpMaIbHUX rameT. [Ipo6iema B iHIIIOMY: TOKHU-IIIO HE ICHY€E TEXHOJIOT1, sIKa
0 3abe3reunia cenaparito 3puUiix CIepPMaTO300HIB 13 iX 3arajJibHO1 MacH 3 HaCTYII-
HUM IITYYHUM 3aIUIAHEHHSAM. KpiM TOro, TOCUThH 4acTo Bl CHEPMH YOJIOBIKIB 3
nopyueHHs My JJokyca AZF hopMyrOThCsl HEXKUTTE3AATHI eMOPIOHHU.

CrareBi xpomocoMmu JitoJuHU X Ta Y MAKOTh TAK0K FTOMOJIOTiYHI JUIAHKH
3 aJelbHUMHU T€HAaMH, SKi 3 OJHAKOBOIO BIPOTIAHICTIO HasBHI y 000X craTeil.
O3Hakwu, JeTepMiHOBaH1 IMMU I'€HaMH, YCIAJAKOBYIOThCs 3a npaBuiamu ['. Menpe-
Js1, SIK 3BUYAiH1 ayTOCOMH1 O3HAKH.

Jlo perecuBHUX IMaTOJIOTIH, SKi BUSHAYAIOTHCS alleIbHUMH I'eHaMH X- Ta Y -
XpOMOCOM, HaJIeKaTh OJHA 13 (POPM MIrMEHTHOI KCepOAEepPMHU, TOHATHUIN TUCTEHE3
Ta 3arajbHa KOJIbOPOBA CIIIOTA.

Iliznenmna kcepooepma. Bracnifok crnaakoBoro aedexty QpepMeHTiB xe-
Jika3, ikl 0epyTh y4yacTh y penapaiii (BigHoBiaeHHs) nomkomkenb JJHK, mae mic-
e mnocnabieHHs abo MOBHa BIACYTHICTH penaparuBHuX mnporeciB y JHK mpu
YIIKO/KYBaJIbHOMY BIUTMBOBI PI3HOMAHITHUX MYTareHHUX (DakTopiB, BHACIIIOK
YOro y JIOJUHM M1 Ji€r0 Y D-IPOMEHIB COHSYHOTO CBITJIa PO3BUBAETHCSA JIOCUTD
piakicHa xBopoOa — mirMeHTHa Kcepoaepma. [lomynsiiiiHa yacTora i1 CKiagae
1:250000. Bigomi TakoX 1HIINI Ha3BU L€ MATOJOrIi: MIrMEHTHA aTpodis LIKIpU
Bpoxkepa, arpodis mkipu 3 MenaHo30M 1 TeneanriekTasismMu Heiicepa, mporpecyro-

YUl JICHTUKYJIIpHUMA Menano3 [Tika.




Man. 45. [lirmeHTHa Kcepoaepma

[Tpu mirMeHTH1M KcepoaepMi Ha BIAKPUTUX YACTUHAX TUIA Y JITEH BIKOM BIJ
3 MmicsiB 10 3 pOKiB 3’SBJISIOTHCS IMIMEHTHI IUISIMH, SKI ITOCTYIIOBO IIEPETBOPIO-
I0ThCSl Ha MyXJUHU (Mait. 45). XBopoOa Mae HECTIPUATIMBUI MPOTrHO3, 00 3BUYAM-
HO CIIOCTEPIra€eThCs JETaTbHUNA HACIIJIOK.

I'en miei Gpopmu MIrMEHTHOT KCEPOJIEPMHU Ta HOTO JIOKaJi3allis MOKU-III0 He
BHU3HAYEHI.

XBOp1 NOBUHHI YHUKATH BIUIMBY Ha LIKIPY COHSYHOI'O IPOMIHHS, BUKOPHC-
TOBYBATH COHIIE3aXUCHI KpeMH. J[Jist TiKyBaHHS MITMEHTHOI KCEpOJAEpMU BUKOPHC-

TOBYIOTh CIEIIaJIbHI apOMAaTHUYH1 Ta KJIITUHOBIAHOBIIIOIOYI JIIKH.

5.4.4. MiTtoxoHapiajJbHi XBOpoOH

MiToxoHAPISAM HaAJEKUTh MPOBIJIHA POJIb B YTBOPEHHI €HEPTii B pe3ysbTaTi
OKHUCJIEHHSI BYIJIEBO/JIIB, KUPIB Ta OUIKIB. JledekT Oyab-sKkoro 3 (epMEeHTIB MITO-
XOHJIpiK mopymye ix dyHkuioo. [Ipu 1mpomy B mepury 4epry CTpaKaaloTh Haii-
OUIbIII €HEepro3aJie’kHl TKAaHUHU 1 OpraHu — IIEHTpajbHa HEPBOBA CUCTEMa, CKEJIeT-
Hi Ta ceplueBUi M’ A3, HUPKH, MIEYiHKa, eHAOKpUHHI 3a103u. Ha (oHi xpoHid4HOTO
nedinuTy eHeprii B HUX PaHO YM MI3HO BUHUKAIOTh MATOJIOT14HI 3MIiHH 1 PO3BUBa-
I0ThCSI 3aXBOPIOBAHHS, SIKI OJIepkalM Ha3By MiTOXOHApianbHUX. CyyacHI Menu-
uHi Bigomo Omm3pko 200 Takux XBopoO. B ix KiiHILI 3ycTpidyaeThcsi cama pi3Hi
MaTOJIOT11, aje JOMIHYIOTh YPaKeHHsI IEHTPaJIbHOI HEPBOBOI CUCTEMHU Ta M’ S30BOi
TKaHUHHU.

CumnToMaMy, THTIOBUMH JIJII MITOXOHJIPIaJbHUX 3aXBOPIOBAHb, € M'SI30Bi
00711, c1adKICTh 1 aTpodisi MYCKYJIaTypH, HE3AATHICTh A0 (PI3MUHUX HABAHTAXKEHb,
OMYLIEHHSI BEPXHIX IOBIK, YIIKO/UKEHHS NEpU(PEpIiHUX HEPBOBUX BOJIOKOH, CY-
JIOMH, BIZICYTHICTb peduiekciB, aTpodisi 30pOBOTO HEPBA, HEUPOCEHCOpHA TTyXyBa-
TICTh, MITPEHb, JIETAPTiiiHI CTAaHU, TOPYIIEHHS ICUXOMOTOPHOI'O PO3BUTKY (PYXOBI
aKTH, TPYyJAOBa MISUTBHICTh, HABUYKKM Ta BMIHHS), HEJOYMKYBATICTh, PO3JIaJl
nam’siTi, yBaru, MUCJICHHS, MOBH Ta MOBEIIHKH.
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MyrTaliii, 110 BUHUKIIA B MITOXOH/APIAJIbHUX T'€HAX, MEPEIal0ThCA B HOBI Mi-
TOXOHJIpIi MTPH MO IUX OpraHesl. BUXOoAuTk, 1110 HaBITh Y MeXax OJIHI€] KIIITH-
HU HasiBHI MITOXOHJIpii 3 PI3HUMH BapiaHTaMH reHOMIB. TakuM YMHOM, JIIOJMHA 3
MYTAIll€l0 B MITOXOHJpIaIbHOMY T€HI Hece CyMIIl HOPMAaJIbHOiI Ta MYTAaHTHOI
JHK. Ilpu oMy CIiBBIJHOIIEHHS MITOXOHIPIM 3 MyTaHTHUMHU Ta HOPMaJIbHUMU
TeHOMaMH MOXKe OyTH OyIb-SKUM, TOMY MPOSIB MITOXOHAPIaTbHUX 3aXBOPIOBAHb Y
PI3HUX XBOPUX HEOJHAKOBUM. Y MOAIOHMX BUIAJKAX MYTAIlil CIIOYaTKy MOXYTh
B3arajii He MaTH 30BHIIIHIX 03HaK. HopmanbH1 MITOXOH/pIi 10 MEBHOTO 4acy 3a-
0e3MneuyroTh KJIITHHU €HEPri€l0, KOMIEHCYIOUN HEJOCTATHICTh (PYHKIIIT MITOXOH/-
piii 3 nedexramu. Lle TposIBIASETHCS PI3HUM 32 TPUBAIICTIO 0€3CUMIITOMHBIM TIEpi-
0JIOM IpH 0aratbox MITOXOHAPIATBHUX 3aXBOPIOBaHHIX. [IpoTe paHo uuM Mi3HO Ha-
CTyIa€ MOMEHT, KOJU AePEKTHI MITOXOHAPII HArPOMAKYIOTCA B KUITBKOCTI, J0-
CTaTHIM JJis MPOSIBY MATOJOTIYHKMX O3HaK. Bik manidecTarli 3axBoproBaHHs Bapi-
I0€ Y PI3HUX XBOpUX. PaHHIN MOYaTOK 3aXBOPIOBAHHS MPUBOJIUTH /10 TSXKUYOTO HOTO
nepebiry Ta HeCIPUATIUBOTO MTPOTHO3Y.

VYcenaakyBaHHs MyTallii y MITOXOHApPiaIbHOMY F'€HOMI HOCUTHh OCOOJIMBUMN
xapaktep. Skmo renu, nokanizoBadi B saepHiit JJHK, gitu ogepxxyiors mopiBHY
Bl 000X 0aThKiB, TO MITOXOHJAPIAJIIbHI I'€HU MEPEAAIOThCS HAIlaJKaM TUTbKH BiJl
matepi. L{e nmos’s3aHo 3 THM, 110 BCIO LIUTOIIA3MYy 3 MITOXOHIPISIMHU, IO MICTSATb-
sl B Hif, HAIIAJIKUA OACPKYIOTh PAa30M 3 SIMIIEKIITUHOIO, TOJII SIK B CIIEPMATO300HAX
UTOIIa3Ma MPAKTUYHO BIJICYTHS. 3 L1€1 MPUYMHU KIHKA 3 MITOXOHJPIaJIbHUM 3a-
XBOPIOBaHHSM IMepeia€ Moro BCIM CBOIM JITSAM, & XBOPUM YOJIOBIK — HI.

Ko>xHuii 13 BiIOMHX CHOTOJIHI CHHIPOMIB, BUKJIIMKAHUX MOPYIIEHHAM (DYHK-
LIOHYBaHHSI MITOXOHJPiM, BU3HAYAETHCS SIKOIO-HEOYIb MyTall€}0 HACTYIHOTO TH-
y: HyKJICOTHJIHI 3aMiHH B T€Hax, BTpaTu abo BcrtaBku (PpparmentiB MTIHK, 3Mina
gyuciaa komid MT/IHK.

Croroani imeHTudikoBaHo moHaa 20 CHajKoOBHX MITOXOHIPIaJIbHUX IAaTO-
JIOT1H, IO SIKMX HaJIeKaTh CHaJKoBa atpodis 30poBUx HepBiB Jlebepa, mirMeHTHUN

pEeTUHIT (TOYHIIIA Ha3Ba XBOPOOU: HeWpomarisi, aTakcisl Ta NITMEHTHUN PETHHIT),
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MIOKJIOHAJIbHA €MIEICIs 3 HaJ[3BUYaiHO YePBOHUMU M’ SI30BUMH BOJIOKHAMU, HEM-
POCEHCOpHA TITyX0Ta TOLIO.

ATpois 30poBux HepBiB Jlebepa. Binomo npunaiiMui 10 ToukoBux myTa-
i TeHiB, sIKi MOB's3aHl 3 cuHApomMoM Jlebepa. BoHu cipuunHIOIOTH 3aMiHy Ti€l
YM 1HIIO1 aMiHOKUCIIOTH Y OJHOTO 3 (hepMEHTIB-ACTIAPOreHas, o Mnpu3BOIUTH 10
NopylIeHHs Horo akTuBHOCTI. [Ipu naHomy 3axBoproBaHHI y monei 20-30 pokis
Bi/IOYBAETHCSI Maike TIOBHA BTpaTa IEHTPAJIBLHOTO 30py 4epe3 aTpodito 30pOBHX
HEPBIB Ta JIET€HEPALIII0 TaHTII03HOrO APy KIITHUH CITKIBKUA. XBOPIIOTh MEPEBaX-
HO 4osoBiku (80-85%). BusiBieno, mo y 95% BumnajakiB NpUYMHOIO MATOJOTII €
MyTallii B TphoX MiToxoHApiaibHUX reHax — NDI (mytamis LHON 3460 A), ND4
(mytariiss LHON 11778 A) ta ND6 (mytaniss LHON 14484 C) (mai. 46).

Pemra 7 myTariiii, moB’s3anux 3 xBopo0oto Jlebepa, BBaXKaIOThCS «BTOPHH-
HUMI» 1 MOXKYTh TIJICUIIIOBATH /110 MIEPBUHHUX MYTallii, 30UIbIIYIOUN PU3UK TIPO-
SIBY 3aXBOPIOBaHHSI.

Cunnpom Jlebepa — HaWMOIIUPEHIIIE 3 YCIX BIIOMUX HA JaHHU 9ac MITOXO-
HAPIAJIbHUX CHAJKOBUX 3aXBOPIOBAaHb — MOT0 4acToTa B €BpoMi CKjIagae OIM3bKO
1:25000.

JlikyBaHHS 3A1MCHIOETHCS TIpenapaTaMu, SIKi MOJIIMIIYIOTh OOMIH PEYOBHH,
PO3IMIHMPIOIOTh CYJIWHU, Ta BiTaMiHaMH, a TaKOX (i3i0TepaneBTUIHUMU 3aco0aMu

(EIeKTPOCTUMYIIALIIS,, MATHITOTEPAITisS TOIIIO).
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LHON 15257 A

LHON 14484 C
ND5

ND1

LHON 3460 A

LHON 11778 A

NARP 8993 G

ATPase 6

Mari. 46. Jlokamnizallis reHiB A€SIKMX MITOXOHIPiaTbHUX MATOJIOTIN
(M-xpomocoma)

Heiiponarisi, aTakcisi Ta mirMeHTHUI peTHHIT. {0 KOMIUZIEKCHY XBOpOOY
BukiMkae ToukoBa mytaiisi NARP 8993 G B reni ATPase 6, skuii Koaye OJUH 13
dbepmentiB AT®-cunTeTasHoro komruiekcy. (Man. 46). 3aXBOpIOBaHHS PO3BUBA-
€ThCs 3a HasgBHOCTI B KiiTHHAX 70-90% anomanpHoi MTJIHK. O3nakamu matosorii
€ 3aTpUMKa PO3BHUTKY, PO3YMOBa BIJICTaNICTh, MPOrPECyOUe 3BYKEHHS 30POBHX
MOJIIB Ta HIYHA CIIIOTa, OUIh Ta MOPYIICHHS YyTJIMBOCTI Y BIAMOBITHUX 30HAX 1H-
HepBalli, po3JiaJ KOOpAuHaLli JOBUIbHUX PYXIB 1 HEMporeHHa M'si30Ba CIaOKICTb.
Jlo peui, chOroaHi BiloMO TpHHANMHI 15 HopM MIrMEHTHOTO peTUHITY (Iporpe-
Cyloue 3BY>KCHHS 30pPOBHX IOJIIB Ta HIYHA CIINOTA), COPUUUMHEHUX JIOMIHAHTHUMU
Ta PELECUBHUMHU MYTAallisIMU TEHIB, SIKI JIOKaJIi30BaHI B psjal ayTocoM Ta X-
XPOMOCOMI.

Axmo myrantHa JIHK cknanae nmonan 90% Bin yciei mT/IHK, TO po3BuBa-
€THCS1 30BCIM 1HILIA MAToNOris — XxBopoOa Jles, sika XxapakTepH3yeThbCsl ypaKeHHSIM
TOJIOBHOTO MO3KY, aTpo(i€ro 30pOBUX HEPBIB, 3HUKEHHSM TOHYCY M 531B, PO3Jia-
JIOM KOOpJAMHALI TOBUIBHUX PYXiB, MUMOBUIBHUMH PUTMIYHUMHU pyXamMu OYHHUX

s0JTyK Ta 0OMEXEHHSM X JIOBUIBHOT pyXOMOCTI.
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KonTpoJbHi 3aniuTanHs 10 TeMu 5.4

1. SIx pO3MOINSAIOTHCS MATOJIOTIT 32 TUTIOM yCTIaAKyBaHHS?

2. Ha3BiTh ayTOCOMHO-/IOMIHAaHTHI 3aXBOPIOBaHHS, siki Bu 3HaeTe.

3. Jle nokayi3oBaHU# reH, MyTalis SKOro MPU3BOJAUTE 10 Xopei ['eHTUHITO-
Ha, Ta B UOMY TOJISTAE 1 MyTaIis?

4. Ha3BiTh XapakTepHi CUMOTOMH XOpei I eHTUHITOHA.

5.V skoMy BiLll IPOSIBASETHCA XOpesi [ eHTUHITOHA Ta sIKa TPUBAIICTh HKUTTS
XBOpHUX?

6. Po3kpuiiTe reHeTHUH1 IpUYUHU cCUHApOMY Mapdana.

7. Ha3BiTh OCHOBHI 03HaKU CHHApPOMY MapdaHa Ta TpUBAIICTh KUTTS XBO-
pux

8. SIk1 HallnoLIKMpeH1I ayTOCOMHO-PELECUBHI MMatoiorii Bu 3naeTe?

9. IosicHITH 3araibHi 0COOJMBOCTI YCMAJKyBaHHS ayTOCOMHO-PEIIECUBHUX
3aXBOPIOBAHb.

10. Po3kpuiiTe TeHETUYHI MPUINHU MYKOBICIIAI03Y.

11. Ha3BiTh OCHOBHI CHUMIITOMH MYKOBICITUI03Y.

12. Illo Bu 3HaeTe npo reHHy Tepamnio MyKOBICIIUA03Y?

13. ITosicHITh TCHETUIHUN MeXaHI3M (PeHIIKETOHYPIi.

14. JlaiiTe KOPOTKY KIIHIYHY XapaKTEPUCTUKY (PEHIIKETOHYPII.

15. Po3kpuiiTe reHeTUYH1 IPUYMHHU TaJIaKTO3EMII.

16. Ha3BiTh XapakTepHi 03HAKHU TaJIAKTO3EMIi.

17. Y yomy nosiirae 0CHOBHa OCOOJIMBICTh yCHaAKyBaHHS X-34EIUICHUX I1a-
TOJIOT1#1?

18. Oxapakrepusyiite X-34eruieHi JOMIHAHTHI MATOJIOTIi HAa MPUKJIIA/ T1Io-
docharemiunoro paxiry.

19. OxapaktepusyiiTe X-34eIUieHI pPEIECUBHI MATOJOTi Ha MPHUKIAIL
M’s130B0Oi gucTpodii JromieHa.

20. HaBenith mpukiaan Y-34eIUICHUX 3aXBOPIOBaHb. SIka xapakTtepHa 0co0-

JIMBICTD iX yCIaJKyBaHHS?
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21. JlaiiTe KOPOTKY XapaKTEPUCTUKY MITOXOHAPIAJbHUX MATOJOTH (Y TOMY

YHUCII 0COOJMBOCTI YCIIaIKyBaHHsI) Ha MpUKiIaAil aTpodii 3opoBoro Hepsa Jlebepa.

5.5. XpomocoMHi xBopo6u

Jlo XpOMOCOMHHUX 3aXBOPIOBaHb BIIHOCSATHCA TaKl MATOJOTIi, SKI CIIPUYH-
HIOIOTBCSI CTPYKTYPHHUMHM TOPYIICHHSAMHU (abeparfisiMi) OKpeMHX XpOoMOCOM abo
3MIHOIO iX KUTbKOCTI. Ha 1eit yac ix Bigomo nonajz 700. XpoMocoMH1 XBOpOOU BH-
HUKAIOTh B PE3yJIbTaTi MOPYIIEHb MPOIECY YTBOPEHHS TaMeT OJHOrO i3 0aThKiB
(HEpO3XOKEHHS TiET UM 1HIIOT Mapy TOMOJIOTTYHUX XPOMOCOM y TIPOIIeCi MeHo3y).
Taki aHoManii Mailke He YCIaJKOBYIOThCS (BChOro 3-5%), a BUHUKAIOTH LI0pa3y
3aHOBO.

XapakTepHo, 1110 XPOMOCOMHI MOPYIICHHS 3yMOBJIIOIOTH OJIM3bKO MOJIOBUHU
BCIX BUKHJIHIB Ta 7% MEpPTBOHAPOKEHUX.

3arajibHOI OCOOIMBICTIO BCIX (h)OPM XPOMOCOMHHUX XBOPOO € MHOXXHUHHICTh
ypaxeHHs. Lle yepenHo-nmuiboBi aedeKTH, BPOIKEHI BaAW PO3BUTKY BHYTPILIHIX
OpraHiB 1 YacTHH TiJIa, CIIOBUTBHEHWN BHYTPIMTHBOYTPOOHHI Ta MOCTHATAIBLHUN
pICT 1 PO3BUTOK, BIJICTABAHHA NCUXIYHOTO PO3BUTKY, MOPYILIEHHS (QYHKIIH HEPBO-
BO1, CHJAOKPUHHOI Ta IMyHHOI cucTteM. [Ipu KoxHii hopMi XPOMOCOMHUX XBOPOO
crioctepiraetbes 30-80 pi3HUX BIIAXUIICHB BiJ HOPMH, SIKI HEMOB OM MEPEKPUBAIOTH
1IN ¢opMu. Psm XpoMOCOMHUX XBOPOO XapaKTepU3YETHCS JIHIIE NMEBHUM MOEM-
HAHHSM BIIXWJICHBb Y PO3BUTKY, a HE CeHU(pIYHUMHU BaJaMH, 1110 1 BUKOPUCTOBY-
€ThCA B KJIIHIUHIN 1 TATOJIOTOAHATOMIYHIN JI1arHOCTHIIL.

[TaToreHe3 XxpoMOCOMHHX XBOPOO MOUMHAETHCS HA paHHIN cTajii emOpiore-
HEe3y, TOMY MPU HAPOHKEHHI BC1 OCHOBHI BajJy PO3BUTKY B)KE B HASBHOCTI (OKpIM
BaJl PO3BUTKY CTaTE€BUX OPIaHiB).

BusBunocs, mo HaiOinem cruenudivyai ais Toro abo 1HIIOTO CHHAPOMY
03HAaKH 00YMOBIICHI MOPYUIEHHSMUA F€HETUYHOTO MaTepiaay MOPIBHAHO HEBEITUKHUX
cerMeHTiB xpomocoM. Tak, cienudiydi KIHIYHI cUMIITOMU cUHApoMY [layHa Ma-

I0Th MiCII€ TPU TPUCOMII OKPEMOT0 CErMEHTa JIOBroro ruieda 21-oi xpomocoMu
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(21¢22.1). 1ns po3BUTKY CUHApOMY JIexeHa mpu aenenisx KOpoTKOro rieda 5-o1
XpOMOCOMHU HaMOUIbIII BaXKJIMBA CEpellHS yacTUHa cerMeHTy (5pl5). XapakrepHi
pucu cuaapomy EnBap/ca noB’si3aHi 3 TPUCOMIEIO cerMeHTy xpomocomu 18q11.

JlopedHo 3ayBakHTH, IO 2/3 XpOMOCOMHUX aHOMAJIH CKJIagal0Th aHOMA1
CTaTEeBUX XpOMOCOM. YacToTa CHHIPOMIB, MOB’SI3aHUX 3 MOPYILIEHHAMH OYyA0BH YU
KUIbKOCTI XpomocoM X Ta Y, ckianae 5:1000 HoBOHapomkeHUX. XPOMOCOMHI
YIIKO/KEHHS BUSBICHI ¥ 5-15% 4omnoBikiB 3 6e31utiaasaM ado MOpyIIeHHSIMU CIie-
pmatorenesy. Ilpu npomy 75% Takux 4OJIOBIKIB MarOTh aHOMaJIli CTaTEBUX XPO-
MOcOM 1 25% — aHoMaltii ayTOCOM.

XapakTepHo, 1110 y BUNIAJKy aHOMAaJIii CTaTEBUX XPOMOCOM CIIOCTEPIraeThCs
BIJICYTHICTh YMCJIICHHMX BaJl PO3BUTKY Ta PO3YMOBOI BiJICTAJIOCTI, sIKI THIOBI JJis
aHoMalliii ayTocoM. 3a marosorii xpomocoM X Ta Y numie 1% XBOpUX MarTh 3a-
TPUMKY PO3YMOBOTO PO3BUTKY. Jl0 TOro >k BOHa BUpakeHA MEHIIE, HI)K MPU aHO-
MaJiisix ayTOCOM.

Kniniuauit momaiMopdizM K0XKHOI XpOMOCOMHO1T XBOPOOU B 3araibHii popmi
00yMOBJIEHUI T€HOTUIIOM OpraHi3My 1 yMOBaMu cepefoBullia. Bapiauii B nposiBax
MATOJIOT1] MOXKYTh OyTH AyXK€ IMIHPOKUMH: BiJ] JIETAJLHOTO €(dEeKTy A0 He3HAYHHUX
BIIXWIECHb Y po3BUTKY. Tak, 60-70% Bunankis Tprucomii 21-0i XpoMOCOMH 3aKiH-
YYIOThCSl 3aru0esut0 Ha eMOpioHanbHIA ctafali, B 30% BHUMNaAKIB HAPOJKYHOTHCS
JITH 3 cUHAPOMOM JlayHa 3 MHUPOKO BapirOIOUYMMHU KIIIHIYHUMHU TPOSIBAaMU. 32 MO-
HocoMii o X-xpomocomi (cunapom IllepemeBcbkoro-TepHepa) po3BUBa€THCA
muite 10% 3apoakiB (1HUI TMHYTH), @ SIKIIO BPaXOBYBAaTH LIE JOIMIUIATALliHY 3a-
rubens 3uror X0, To XKuMBI HOBOHapomkeHi 3 cuHapomoMm IllepemieBcbkoro-

Tepnepa ckiagaroTh TIIBKH 1%.

5.5.1. XpomocomHi adepauii

[TaTosoriii, CIpUYMHEHUX MOPYIICHHIMH CTPYKTYPHU XPOMOCOM (TI€PEBAKHO
JeNeisMU Ta AYTUTIKAIIsIMU), Ha ChOTOJIHI KIIIHIYHO 1 IIUTOTEHETUYHO 17eHTU]I-

koBaHo Onm3bko 70. Cepen HUX HANOUIBII BIZOMUMH € CHHIpOM Binmbsamca — beii-

159



pena, cunapom Jlexxena, cunapom Bonbda — Xipmxopna, mionatis [lapko — Mapi
— Tyc Ta geski 1HIIi.

Cunapom Jlesxkena (CHHIPOM «KOTSYOTO KPUKY») 3yCTPIHA€THCSA 3 YaCTO-
toro 1:40000-50000 »XuBHX HOBOHAPOHKCHUX BHACIIIOK JeieIli B KOPOTKOMY
mwiedi 5-o1i xpomocomu (5p). Po3Mmip BTpaueHoro ¢parMeHTa B pi3HUX BHUIAJIKAX
pizHui. 7 pO3BUTKY KITIHIYHOT KAPTHHU XBOPOOM Ma€ 3HaYEHHS HE pO3MIp yTpa-
4yeHOro ()parMeHTy, a KOHKpEeTHa He3HAYHa JIUITHKA XpOMOCOMU. binbmiicTh Buma-
NIKIB AeJIeL1d BUHUKAE 3aHOBO.

Bupa3saum cuMnroMom 1i€i XBOpOOM € XapaKTepHHUW 1Ay JUTHUHH, SKHMA
Harajaye HsIBYaHHS KIIIKWU. Takuii riad moB’si3aHUM 3 aHOMaJbHUM PO3BUTOK TOp-
TaHl1 (ii 3ByKEHHSM, M AKICTIO XPSIIIB, HAOPSIKIICTIO YA HA/I3BUYANHOIO CKJIaqdac-
TICTIO CIIM30BOI 0O0JIOHKH, 3MEHIIIEHHAM HAJATOPTAHHHUKA) 200 TOJIOCOBUX 3B’ SI30K.
3aXBOPIOBaHHS CYNPOBOJKYETHCA PI13KOI0 3aTPUMKOIO0 (DI3UYHOIO Ta PO3YMOBOIO
PO3BHUTKY, Mikporiedaniero (HaaTo 3MEHIIIEHA T0JI0Ba). XBOPI MAOTh CBOEPITHUIA
30BHINTHIA BUTJISAA: MICAIEIOAIOHE JIUIIE 3 HU3bKO PO3TAIllOBaHUMH Ta JedopMo-
BaHMMH ByXaMH, HEMPOMOPIIIHHO Maja BEpXHs Iiesena, 301IblIeHa BIACTaHb MIXK
OYMMa, MOHTOJIOTIHHMI pO3pi3 Ooued Ta emiKaHT (BEpPTHKaJIbHA CKIAJKa IIKIPH Y
BHYTPIITHBOMY KYyTi OYHOT ITIJIMHHU), KOCOOKICTh (Masl. 47). CriocTepiraroThCs aHo-
MaJii OIMOPHO-PYXOBOI CUCTEMH, TIIOTOHIS (3HM>KEHHSI TOHYCY) M’ 5131B, KJIMILIOHO-
TiCTh, TUIOCKOCTOMICTD, 3POIICHHS CYMIKHHUX IMAaJIbIB HIT, YUCICHHI Baad CEpIIs.
binbicte niteld BMUpae 10cuTh paHo 1 auiie 0au3bko 10% nocsrae 10-piuHoro

BIKY.

Maui. 47. Cungpowm Jlexena
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3 BIKOM Taki JAIarHOCTUYHI O3HAKHU SIK «KOTSYUN KPHUK», Micsienoaione o0-
JUY4s Ta TIMOTOHIS M’ 531B 3HUKAIOTh 30BCIM, ajie MiKpoiiedais Ta po3yMoBa Bij-
CTaJIICTh CTAIOTh OLIbII TOMITHUMU.

JlikyBaHHSI CUMITOMATHYHE: 3aCO0M, SIKIi CTHUMYJIOIOTh MCHXOMOTOPHHMA
PO3BUTOK, JIKYBaJIbHUI Maca)k Ta TIMHACTHKA.

Cunapom Boabda — XipmxopHa CIpuUMHIOETHCS IEPEBAKHO JENCIIEI0 B
KOpOoTKoMY Ijiedi 4-01 xpomocomu (4p). Po3mip aernerii Bapiroe BiJ HE3HAYHOTO 0
TaKOro, 1110 3aXOIUTIOE MOJOBUHY AUCTAIBHOI (KpalHbO1) YaCTUHU KOPOTKOTO TIjie-
ya XpoMocoMU. BusiBIEHO, 10 NepeBa)kHa OUIBLIICTH JElellii BUHUKAE 3aHOBO.
[Topsin 3 nmenerisiMu MATOJIOTIF0 Y HOBOHAPOKEHUX MOXKYTh BUKIMKATH 1HBEPCIi
ta aymiuikamii. Yactora 3axBoproBanHs HeBenuka — 1:100000 xuBUX HOBOHApO-
JOKCHUX.

Oznakamu cunapoMmy Bonbda — XipiixopHa € 4MCICHHI BPOJKEHI Baju
PO3BUTKY, 3aTPUMKa PO3yMOBOIO Ta MCUXIYHOTO PO3BUTKY. Bara xBopux HOBOHa-
POJI’KEHUX HEBEJIMKA, HE JUBJISYUCH HA HOPMAJIbHY TPHUBATICTh BaritHOCTI. Cepen
30BHIIIHIX O3HAK XapakTEpHUMH € Mikpouedais, 13500010 10HUNA HIC, CMIKAHT,
OIyIICHI 30BHIIIHI KyTH OYHMX MIUIMH, AeQOPMOBaHI BYIIHI PAKOBUHH, PO3IIETI-
JieHa BepXHA ryda Ta migHeO1HHS, MAICHBKUHN pOT, AeOpPMOBaHI CTOIH TOIIO.

XBOpi1 JIITU MAaOTh HU3bKY KUTTE3AATHICTh 1 BMUPAIOTh NEPEBAXKHO A0 1-ro

POKYy.
5.5.2. IlopyuieHHs KIIBKOCTI ayTOCOM

Binomo 6:1m3pk0 300 XBOpoO, CIPUYMHEHUX NOPYIICHHSIMHU KUIBKOCTI ayTO-
com. Haitbinbm BimoMmumu cepen Hux € cuuapom [layna, cunapom [lartay, cunn-
pom ExBapca, Tpucomis 1o 8-1if XxpoMocomi Ta 1HIII.

Cunapom /layHa € HaliOUIbII BUBYEHOIO XPOMOCOMHOK XBOpoOoto. Yacro-
Ta IOT0 CUHAPOMY cepea HOoBOoHapomkeHux ckiamae 1:700-800 (0,12-0,14%) 1
HE Bapilo€ 3a 4aCOBOIO, €THIYHOIO a00 reorpadiyHo0 03HAKOK y O0AaThKIB OJJHAKO-

BOTO BiKy. 3BUYailHO 3arajbHa MOMYJIsAIiiiHAa YacTOTa MaTOJOrii 3HaYHO BUIIa, 00
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noHaj 2\3 ypakeHuX IUIOJIB THHE 0 Hapo KeHHs. YacToTa HapOIKEeHHS JITEH 3
cunapoMoM JlayHa 3ayiexkuTh Bij Biky MaTepi (0iau3bko 80% BHUIMAAKIB) 1 B MEHIIIN
Mipi BiJ Biky Oarbka. Tak, y Bimi 20 pokiB BoHa ckiaaae B cepenubomy 0,06%, a 'y
Bimi 45 pokiB — 3%. YV HaaTo monoaux matepiB (10 18 pokiB) yacToTa HApOIHKEH-
Hs JiTed 3 cuHApoMoM JlayHa TeX HOCHThH BHCOKA 1 ckianae 0mu3bko 2%. CriB-
BiJTHONICHHSI XJIOMMUHMKIB 1 IBYATOK cepell XBopux ckiamae 1:1.

B nepeBaxHiit Oinbpiocti BUnaakiB (10 94 %) y XBOpUX BUSIBISIETHCS MTPOC-
Ta Tpucomis 21-01 xpomocomu (kapiotun 47, XX (XY) + 21). bnuzsko 4 % cuna-
pomiB JlayHa cpUyYMHEH] TPaHCIOKALISIMHU JOBroro mieva 21-oi xpomocomu Tme-
peBaxxHO Ha 14-y xpomocomy. HeBenuka (6m3bko 2%) 4yacTka AiTei 3 CUHAPO-
MoM JlayHa mae mo3zaiuni hopmu (47+21/46).

HaiironoBHimii iarHOCTHYHI O3HaKM CUHApoMYy JlayHa: MOHroJIOimHI o4l
(Koco po3MillleHi, 3 €MIKAaHTOM), IIIMPOKE MepeHiccs, aedhopMOBaHI BYIITHI paKOBHU-
HU, HAMIBBIAKPUTHI POT, 301IbIIEHNN S3UK, KOPOTKI IIMsI, KACTI Ta CTOMH TOLIO
(main. 48). HasBHe Takok 3HAYHE BIJICTABaHHS Yy POCTI Ta CTATEBOMY PO3BUTKY
(xBopi 3BMYaiiHO Oe3rutiaHi). XBOopoOa 4acTo CYNPOBOKYETHCS BajgaMU CEpPIs,
OpraHiB TPaBJICHHS, HEBPOJOTIYHUMHU po3TagamMu (KOCOOKICTh, MUMOBLUIbHI PUTMi-

YH1 KOJUBAJIbHI PyXU OYHUX sI0JIYK, HU3bKUW TOHYC M’531B TOIIIO).

Mau. 48. Jlitu pi3HOTO BiKY 3 XapakTepHUMHU pucaMu cuHapomy JlayHa

[TcuxiyHi po3naau BUSBISAIOTHCS Y BUTIISAA1 0irogpeHii Ha piBHI 1€017IbHOC-

Ti (IQ = 51-70) a6o imbenmmbHOCTI (IQ = 21-50).
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Menuuna qomomMora aiTsaM 3 cuaapomomM [layHa Hecrienndiyaa Ta pisHOMA-
HITHAa. BpokeHi Baau ceplisi BUMPABJISAIOTH XIpypriuHo. XBOpl MOTPeOYIOTh TO-
CTIHHOTO yBa)KHOTO JIOTJISIY, 3arajibHO3MILHIOBAIBHOTO JIIKYBaHHS, TOBHOI[IHHO-
ro xapuyBaHHs. [IpodinakTuka nmonsirae y 3amob6iranti 3acTyIHUX Ta 1HGEKIIHHIX
3aXBOPIOBaHb.

3a BIACYTHOCTI BHPAXCHHMX BaJ PO3BUTKY NPOTHO3 AJI JKUTTSA BIJHOCHO
CIIPUSITIIUBUM.

Uucnenni xBopl Ha cuHjpoM [layHa B Hall yac 37aTHI BECTH CaMoOCTiiiHe
KHUTTSI, OBOJIO/IIBAIOTh HECKIJIATHIUMHU MPOQECisiMH, CTBOPIOIOTH CiM 1.

Cunapom IlaTray no gactoti posmocrokeHHs (1:5000-7000 HoBOHapo-
JOKEHUX) 3aiiMae Japyre Micle Mmiciis cuHapoMy JlayHa cepell ayTOCOMHUX TPHUCO-
MIH 1 TAaKOX HE 3aJICKHUTh BiJl cTaTi. Y mepeBakHid Ounbimocti Bunaakie (80-85%)
BiH CIIPUYUHIOETHCS TpUcoMiero 13-01 xpomocomu mpu kapiorumni 47, XX (XY) +
13. Pemra BUMaaKiB 3yMOBJIEHA TPAHCIOKAIIsIMH 11 ()parMeHTiB Ha 1HII ayTOCO-
MHU.

30BHIIIIHI O3HAKW CUHJPOMY HACTIIBKHM XapaKTEpHIl, 10 JO3BOJISIIOTH Mpak-
TUYHO Bijpa3y MICisl HApOPKEHHS BUSIBUTH Lie 3axBoproBaHHs. [lepir 3a Bce 3Bep-
TalTh Ha cebe yBary Mikpoiiedaris, CKOIEeHUH 100, By3bKl OUHI LIIJIMHU, 3arae
NepeHiccs, HU3bKO PO3TalloOBaHl Ta AeOpMOBaHi BYIIHI pakoBHHH Tomo. Haiixa-
PaKTEepPHIIIUMHU 30BHIIIHIMHU BaJlaMU PO3BUTKY € PO3IICIUICHHS BEPXHbOI ryOu Ta

miIHeO1HHS, a TakoXX nmommaktumisa. (Mai. 49).

Mai. 49. Anomanii o6auyust (A) ta cronu (b) 3a cunnpomy Ilatay:
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VY OuIBIIOCTI XBOPUX BUSBISIOTHCS BPOJKEHI BaJu CEpIls, OpraHiB TpaB-
JICHHS, HUPOK, CTaTEBUX OPraHiB, OPraHiB 30py. Y pPaKeHHs HEHTPAIbHOI HEPBOBOI
cuctemu HasiBHe B 100 % BumajakiB, BHACHIIOK YOTO BCl AiTH 3 cuHapomoM [latay
BiJI3HAYAIOTHCS TIIHOOKOIO iioTiero (IQ = 0-21).

JlikyBaHHs niTel, XBOpUX Ha cuHapom llatay, Hecnenudiune: xipypriuybe
BTPYYaHHS 3 HaroJd BPOJDKEHUX BaJ PO3BUTKY, 3arajbHO3MIIHIOBAIBHI 3aXOJIH,
peTeNnbHUI A0TIIs, TPo(diIaKTHKA 3aCTY JHUX Ta IHPEKIIMHIX 3aXBOPIOBAHbD.

TpuBanicTh XUTTS XBOPUX JITeM HE3HAYHA — HA MEPIIOMY DPOIll BMHUpPAE

95%. V¥ Bil noHax 3 poKu 3yCTPIYarOThCsl OJUHUIII.

5.5.3. llopyuieHHsI KUIBKOCTi CTATEBHX XPOMOCOM

Horenep iaentudikoBano nonaa 300 3axBOprOBaHb, COPUYMHEHUX MOPY-
HIEHHSMU KUIBKOCTI CTaTeBUX XpoMocoM. Cepesl HUX HalOLIbII BIIOMUMU € CUH]I-
pom Knaitndensrepa, cunapom aucomii Y-xpomocomu, cunapom LllepemnieBcbkoro
— Tepuepa, cuapoM TpucoMii X-XpOMOCOMHM Ta IHII.

Cunapom Knaiindgeabrepa cnpuunnioetbes kapiotunom 47, XXY. 3aiiBy
X-XpOMOCOMY XBOPHUM 3 PIBHOIO BIPOT1AHICTIO MOXE OTPUMATH 5K BiJl OaThka, Tak
1 Big matepi. Yactora nanoi natosiorii Bapitoe B mexax 0,5-2,0 na 1000 HoBoHapo-
JOKeHUX XJomuuKiB. [lopsi 3 UM 3ycTpiyaroThest BapiaHTH 3 OUIBIIMM YUCIOM X-
yu Y -XpOMOCOM, 5IK1 TAKOXK BIAHOCATHCA 110 cuHapomy Knaitndenbrepa.

OCHOBHI KJIIHIYHI O3HAKU 3’ SIBJISIFOTHCS B MIE€P10JT HACTAHHS CTATEBOI 3p1I0C-
Ti. Kimacuuaumu nposiBamu 11i€1 XBOpOOH € BUCOKHI 3pICT, €EBHYXOMOAI0HA CTaTypa
3 BY3bKMMHU IUIEUMMa Ta HIUPOKUM Ta30M, T'1HEKOMACTisl (301LIbIICHHS MOJOYHHUX
3aJ103), ajie BCl 1l CUMIITOMH OJHOYACHO 3YCTPIYaOThCA JIMIIE B MTOJOBUHI BUIA-
KiB. KpiM TOro y XBOpHUX CIIOCTEPITa€ThCs CIA0KUM PICT BOJIOCCS HA 00aMYYl, Y
MaXBOBUX 3alajHax, Ha JOOKY, TIMOTOHAIU3M (HETOPO3BUHEHICTh SI€YOK), SIKAN
MPU3BOJNTE IO a300CMepMii Ta CTaTeBOro IH(PAHTUII3MY (AUTSAYA TOBEIIHKA).

(Mau. 50).

164



Manz. 50. CI/IHI[p_OM Krnaiindensrepa

CynyTtHi 0o3Haku: nedopmallis BYNIHHX PAaKOBUH, ajomeris (IUTIIIUBICTH),
KaTapakTa, HaJIMIipHUNA PO3BUTOK BEPXHBOI IIENENH, Baau cepirs Tomo. OmaHaK 11
03HAKH HE MAIOTh JIarHOCTUYHOTO 3HAYCHHS.

brnusbko 15% xBopux Ha cunapoM KmaiiHdenpTepa MarOTh 0O3HAKH JIETKOT
Je01TLHOCTI. Y BUNAJKY 3HAYHIIIOTO MOPYIICHHS 1HTENIEKTY CIOCTEePIraeThes ay-
THU3M, HEJIOBIPIUBICTh, CXWJIBHICTH JI0 aJIKOTOII3MY, acolliajibHa MOBE/IHKA.

JlikyBaHHSI CHMIITOMAaTUYHE TOPMOHAJIbHUMH TIperiapaTamMu.

Cunapom IllepemeBchkoro — TepHepa poO3NMOBCIOKEHUH 3 YacCTOTORO
1:2000-5000 HOBOHAPOKEHUX JA1BYATOK.

Haii6inpimn 9acTo nmpu 1UTOTCHETUYHOMY JOCIIKEHH1 BUSABIISIETHCA Kapio-
tun 45, X0, npote TpamistoThes 1HUI GOpMH aHOMAIIH X-XpOMOCOMH — Jeenli
KOPOTKOTO ab0 JOBroro Iuieya, i30XpomMocoma (MOHOLIEHTPHUYHA XpoMocoma 3
000Ma rOMOJIOTIYHUMH TUIEUUMa), a TAKOXK P13H1 BapiaHTH MO3ai4HOCTI.

Jutuna 3 cunapomom lllepemeBcbkoro — TepHepa HAPOAKYETHCSA TUIBKU Y
pasi Heonep)kaHHS X-XpomocoMu Bij Oarbka. [Ipu HeomepxkaHHI X-XpOMOCOMH
BIJl MaTepi eMOpIOH TMHE Ha PaHHIX CTAISIX PO3BUTKY.

OCHOBHUMH J1arHOCTUYHUMHU O3HAKAMH I1i€1 XBOPOOUW € HU3BKUU 3PICT, HA-
OpsIK KHCTEH Ta CTOII, JIBOCTOPOHHS IIKIPHA CKJIaJKa Ha IIWi, HU3bKE pPO3TalllyBaH-
Hs Ta nedopmalis ByIITHUX PaKOBUH, MIMPOKA IpyAHA KIITKA 3 IIMPOKO PO3Millie-

HUMU COCKaMH, BPOJKEHI BaJIM CEPIISl Ta HUPOK, HEIOPO3BUHEHICTH MOJIOYHUX 3a-

165



J03 Ta SIEYHUKIB, BIICYTHICTh MEHCTpYyaIlil, craTeBuil iHpanTmwiizM (man. 51). [n-
KOJIM CIIOCTEPIraeThCsl pO3YMOBa BIACTANICTh Ta ICHXOIATisA (HEaJeKBaTHA IOBE-
JIIHKA Ta HEJIOCTaTHS colllajibHa ajanTailisi). TpuBagiCTh KUTTS XBOPUX HA CUH]I-

powm IllepemeBchkoro-TepHepa HAOIMKAETHCS O HOPMHU.

Man. 51. Cungpowm llepemeBcbkoro — TepHepa:
A — kpuionoaiOH1 CKIaJAKH MIKIpY Ha MIui,
b — xapaxTepHi miMmdaTruHi HaOPSKHU HA HOTaX
[Ipu mo3aiuHux Qopmax KIiHIYHI IPOSBU XBOPOOU MIHIMAJIbHI.
JlikyBaHHSI KOMIUIEKCHE: PEKOHCTPYKTHMBHA (BPOKEHI BaJd BHYTPIIIHIX

OpraHiB) Ta IUIACTUYHA (KPHJIOMOJIOHI CKJAIKH TOINO) XIPypris, TOPMOHAIbHI

npernaparu, ICUXoTeparis.

KonTpoJbHi 3antMTanHsa 10 TemMHu 5.5

1. Uum BiApI3HSAIOTBCSA XPOMOCOMHI XBOPOOHM BiJl TEHHHUX 3a MEXaHI3MOM
yCHaJAKyBaHHS Ta TIOYaTKOM IPOSIBY ?

2. Ha3BiTh 3aranbHi 0COOJIMBOCTI MPOSIBY XPOMOCOMHHMX MATOJIOT1H.

3. Slka yacTka cepesl yCiX XpOMOCOMHUX TMAaTOJOT1 CIPUYMHIOETHCSI aHOMa-
JSIMH CTaTEBUX XPOMOCOM?

4. TloscHITh siBUIE TOJIMOP(]IZMY XPOMOCOMHHUX MATOJIOTiH Ta HaBEIITh
TIPUKJIAIH.

5. SIki xBOpoOH, CIPUYMHEH] TTOPYIICHHSIMU CTPYKTYpH XpoMocoM, Bu 3Ha-
ere?

6. [TosicHITh TEHETUYHHI MEXaHi3M CHHApOMY JIexeHa.
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7. Ha3BiTh OCHOBHI 03HaKH CUHApPOMY JlexkeHa Ta TpUBANICTh KUTTSA XBOPO-
ro.

8. SIk1 XxBopoOH, CIPUUMHEH] 3MIHOIO KUIBKOCTI ayTocoM, Bu 3HaeTe?

9. Ha mpukinani cunnpomy [layHa oxapakTepusyiTe 0COOIMBOCTI T€HETHY-
HOTO MEXaHI3My Ta MPOsIBY XBOPOO, CIPUUMHEHUX MOPYIICHHSIMH KUIBKOCT1 ayTO-
COM.

10. TosicHITh TEHETUYHUN MeXaH13M cuHapomy [laray.

11. Ha3BiTh XapakTepHi CUMOTOMH Ta TPUBAIICTb KUTTSA XBOPOTO Ha CHH/I-
pom Ilaray.

12. Sxi Bu 3HaeTe XBopoOH, CIPUIMHEHT MOPYIICHHSIMH KUTBKOCTI CTaTEBUX
XpoMocoMm?

13. TosicHITh TEHETUYHUN MeXaH13M cuHapomy KmaitHdenbTepa.

14. Oxapakrepusyiite oco0auBOCTI nepediry cunapomy Knaitndenbrepa.

15. lllo cnpuuunioe nosiBy cunpomy Ilepemescokoro — TepHepa?

16. Ha3Bith ocHOBHI 03HaKku cuHjpomy IllepemeBchkoro — Tepuepa?

5.6. CnagkoBi XBOpoOU 3 HEKNMTaCUYHUM TUNOM ycrnaaKyBaHHSA

Po3BuTOK MONEKyNISpHOI T€HETUKU B OCTaHHI JECSTHIITTA MPHUBIB 10 Bij-
KPUTTSI HOBUX T'PYIl CIAaJIKOBUX XBOPOO, CIPUUYMHEHHS Ta MEpedir SKUX CYTTEBO
BIIPI3HSIOTHCA BiJl PO3MISIHYTHX Buile. Cepell HUX BUIAUISIOTHCS 3aXBOPIOBAHHS,
OB’ s13aH1 3 0COOJMBOCTSIMHU OaTHKIBCHKOTO IMOXOJKEHHS MyTaIllli: TCHOMHHUH 1M-
OPUHTHUHI, OAHOOATHKIBChKA IUCOMIS, XBOPOOU €KCIAHCIi, COMaTU4HI peKOMOIHa-

11 TOLIO.

5.6.1. XBopoOu iMIPUHTHHIY

HenasHo Oysio BUSBIICHO, IO JIesAKi TEHH, TIEpeiaHi IIOTOMCTBY, HECYTh CIIe-
1ui9HAN «B1IOUTOK» CTaTi OAHOTO 3 O0aThKiB. [HIMMMU clioBaMu — Jesiki TeHH Oa-
ThKa Ta MaTepi MPOSBIISIOTLCSA y HAMIAIAKIB MO-pi3HOMY. Lle sBUIIE aicTano Ha3By

2eHOMHO020 IMRPUHMUHTY (3UTUIIAHHS CIIAY).
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JlutnHa onepKye OIMH Hallp XpOMOCOM 3 OaThbKIBCHKUM «IIO3HAYEHHSIM
JeSIKUX TeHIB, 1HIIUN Hallp XpOMOCOM — 3 MAaTEPUHCHKUM «IMO3HauYCHHSIM». [lpu
YTBOPEHHI y HallajKa CTaTEeBUX KJIITHH MOMEPEIHE «IMO3HAYEHHS» CTUPAETHCA, a
I€HHM BHU3HAYAIOTHCS 3aHOBO, BIJIMOBIIHO J0 CTaTi JAHOTO OpraHi3My. BHaciimok
IIbOTO JIESIKI TeHH, OJICPKaH1 BiJl OJJTHOTO 3 OaThKiB, IEpeOYBalOTh B HEAKTUBHOMY,
a00 IMIIPUHTUHIOBOMY CTaHI.

VY monunu Bxe 3HaiAeHo noHa 60 reHiB, siKi MO-Pi3HOMY MPOSIBISIOTHCS B
YOJIOBIYOMY Ta KIHOYOMY OpraHi3MoBi. OUIKy€ThCS, 1110 TEHOM JIIOJIMHA MOXKE Mi-
ctuty 10 200 moiOHUX TeHiB.

Knacuynum npukiiajom XBopoO IMIPUHTUHIY CIIyKaTh CIAJKOBI CUHAPOMU
[Tpanepa — Bunii Ta AnrenbmaHa, OCHOBHUMH KJITHIYHUMH IPOSBaMU SIKMX € PoO-
3yMOBa BIJICTAJIICTh PI3HOTO CTYTEHS TSXKKOCTI B MOEAHAHHI 3 TIIMOOKUMU HEBPO-
JIOTIYHUMU PO3JIaJIaMHU.

Haituactimow npuyrMHO0 BUHUKHEHHS LUX 3aXBOPIOBAHb € MIKpOJAENeIis
KPUTUYIHOTO perioHy xpoMmocomu 15 (15q11-q13). Taka neneirist BUsBIseTbes y 2/3
xBopux. Cunnipom Ilpanepa — Bini po3BUBa€eThCs, KOJIU AUTHHA YCIAIKOBYE Je-
JIe1ito Bij 6aThKa, a MPUYMHOIO CHHIAPOMY AHTEeIbMaHa CTa€ Taka K JeNelis, ofe-
pkaHa Big Marepl. TakuM YMHOM, BUHUKHEHHS I[UX JBOX CIAJKOBUX CHHIPOMIB,
110 KJIIHIYHO PO3PI3HAIOTHCS, 6UIHAUAEMBCA MUM, 8i0 KO20 3 DambKie 0y10 00e-
PoHcane XxpomocomMHe YUIKOOHCEeHHA.

Cunapowm Ipanepa — Bisti. OCHOBHUMHU KIIIHIYHUMHM MPOSIBAMH XBOPOOU €
HU3BKUI TOHYC M’S31B, HEJIOPO3BUTOK CTAaTEBUX OPraHiB, OXUPIHHSA, PO3yMOBa
BIJICTAJIICTh, 3MEHIIIEHI PO3MIpPH KHCTEH Ta CTOII, a TAKOK MHOKHHH1 BaJy PO3BUT-
Ky vacTuH Tina. Yactora 3axBoproBaHHs ckianae 1:10000 — 1:20000 HoBOHapo-
JOUKEHUX HE3JIC)KHO BiJ] CTATI.

Hesnyxanus mounHae MposiBASTUCS 3 MEPIINX JHIB KUTTS IUTUHU TPoOIIe-
MaM# 3 TOAYBaHHSM uepe3 ClIa0KiCTh CMOKTAJIBbHOTO Ta KOBTAJIBHOTO pe(IeKCiB.
Tpumatu roj0By XBOpa JUTHHA MOYMHAE MICIs 6 MICAIB, CUIIITHA — MICIS POKY, a

XOJUTH Ha 3-4 POoIIi JKUTTS.

168



ITo nocsiruenni 1,5-2 pokiB M’A30BHI TOHYC MIIHIE, PO3BUBAETHCS BITIYTTS
MOCTIHHOTO TOJIOTY — XBOPUN MOXeE iCTH MPAKTUIHO Oe3mepepBHO, BHACIIOK YO-
ro MIBHJIKO PO3BHUBAETHCA TsKKe OXupiHHA. Cepen Ban mMopdoreHesy HarOimbII
4acTO CIIOCTEPIra€ThCs BUIOBKEHA TOJIOBA, 301IbIIEHA BIACTaHb MK CUMETpPUY-

HUMH OpraHaMH, €IKaHT, MAUTIAIECIIONIOHUNA pOo3pl3 ouei, «pud’ auuii» poT 1 T.II.
b M b

(Mau. 52).

Mai. 52. Cunapowm Ipanepa — B

Maitxe Bci xBopi Ha cunapoMm [lpagepa — Biyun Big3HAYalOTHCS pO3YMOBOO
BIJICTAICTIO PI3HOTO CTYMNEHS aX J10 KpailHbO1 IMOEIIMIIBHOCTI.

JlikyBaHHSI CUMNITOMaTU4YHE — JI€ETa 3 OOMEXKEHHSIM J>KHPIB Ta BYTJIEBOIB,
TOPMOHAJIbHI MpenapaTu.

TpuBamicTh JKUTTSA XBOPUX B CEpeIHBROMY CcKaaae 25-30 pokis.

Cunagpom Anreabmana. [louaTkoBa Ha3Ba 1€l XBOPOOU — CUHIPOM «IL[ac-
JMBOT JIJIBKM» Yepe3 XapaKTepH1 KIIHIYHI NPOSBHU: HaNaJd HEKOHTPOJIbOBAHOIO
CMIXY, pi3Ki CyJIOMHI pyXH PYK, He3BUYaiHa X0/1a, MJIECKAHHS JOJIOHSIMU 1 CIICIIH-
¢biununii Bupa3 oomuus. Yactora ii ckiagae 1:20 000 HOBOHApOKEHUX.

OCHOBHMMHM KJIIHIYHHUMH MPOSBAMHU CHHAPOMY AHreiabMaHa, KpIM BU3Haye-
HUX BHILE, € 3aTPUMKa pO3yMOBOTO Ta (Di3MYHOTO PO3BUTKY (Majia rojoBa, Ijiacka
MOTUJINIIS, BEJIMKA HUXKHSA IeJIerna, HaJATO IMUPOKUN POT, PiAKi 3yOH, yacTe BHCO-

ByBaHHS SI3UKa, HEJOCTATHsI MIrMEHTAIIis IKIPHUX MMOKPUBIB Ta Bojioccs (Mai. 53).
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Man. 53. Cunapom AHreinbmaHna

3 BIKOM y JTUTHUHH OLIbII MOMITHUMHU CTAlOTh MOBHI BaJld, HEPBOBI po3iaau
Ta pO3yMOBa BIICTANICTh, IKa MOE JIOCATTH PIBHS 1710TIi.

.HiKYBaHHH CUMIITOMAaTHU4YHC.

5.6.2. XBopoOu ekcnaHcii

[lin excnanciero B TeHeTuIl pO3yMIIOTh pi3Ke 30UTBIICHHS YHUCIa KOMiH me-
BHUX AUIAHOK Monekyiau JIHK (moBTOopHu) B HaCTYNHUX MOKOJIHHAX poaosoxay. /o
XBOpOO eKcmaHcii Hanexatb cuHapoM Maptina — besia, xopes ['eHTuHITOHA, Mio-
TOHIYHA ucTpodis Ta iHuM (quB. po3aimum 3.8. Ta 5.4.1.).

Cunapom Maptina — beasia. [Hma Ha3Ba XBOpoOU — CHHIPOM J1aMKOi X-
XPOMOCOMM Y€pe3 HASBHICTH 1[bOT'0 SIBUILA B YCIX XBOPHX.

JlamkicTh X-XpOMOCOMH CIPHUYUHIOETHCS 3HAUHUM 30UTBIIICHHSM B i1 MOJIe-
kym JHK (ren FMR-I; nokamizauia Xg27.3) KUIbKOCTI TPUIUIETHUX MOBTOPIB
HIT (CGG). Y 310poBUX JIIOJICH YUCIIO IIMX TTOBTOPIB KOJMBAETHCA Bil 5 110 50, a
301IbIIEHHA LbOr0 MOKa3HUKa MoHaa 200 npuBOAMTH 10 MOIIKODKEHHS X-
XpPOMOCOMHM Ta PO3BUTKY 3aXBOPIOBaHHs. EKCIAHCIA TPUHYKIEOTUAHUX MOBTOPIB
BiJIOYBAETHCS TI1]] YaC OBOT€HE3Y, TOMY PO3BUTOK XBOPOOW MOXJIMBHUU JIHIIE MPU
nepenayl aHoMaJabHOTO I'eHa BiJl MaTepi.

Cungpom Maprina — bemta ycnagkoByeTbes 3a X-3uenjieHum peuecugHum

munom 1 SYCTpi‘IaETBCSI IMCPCBAXKHO Y XJ'IOH‘{I/IKiB, X04a BUABJIETBCA TAKOXK Y TPC-
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TUHH KIHOK-HOCIiB aHOMaibHOro reHa. Yacrtora ioro ckiamae 1:1250 — 1:5000
0c10 40JIOBIYOT CTaTi.

30BHINIHIMY O3HAKaMU XBOPOOU € BUIOBXKEHA I'0JIOBa, BEJIUKI BIJIKOMUICHI
BYIIIHI paKOBUHU, BUCTYMAIOYHI JI00, KPYITHUN HiC, TOBCTI TYOH, MaCUBHE IiJ100-

pians, 30UIbIIeHI se€uyka, y OararboX BHIAJKaX 30UIBIIEHI KHUCTI Ta CTOMH

(a1, 54).

/

Man. 54. Cunapom Maprina — benna

HeBposoriudi nopyuieHHs HalyacTilie OpOsBISIIOTHCS HU3BKUM M’ SI30BUM
TOHYCOM, BOJISIHKOIO T'OJIOBHOT'O MO3KY, MOPYIICHHSIMH JOBIJIbHOI MOTOPUKH TI'y0
Ta SI3MKA.

VY BCiX BUIAJKax BUABIAETHCS PO3yMOBA BIJCTANICTh 1 MOBHI BaJid PI3HOTO
PIBHSL.

JlixyBanHs cumnToMatnyHe. Hemorani pe3yibTaTu Ja€ moeTanHa meaarori-

YHA KOPEKIIisl.

KoHTpoJIbHI 3anIUTaHHSA 10 TeMH 5.6

1. Sxi rpynu XBopoO 3 HEKJIACUYHUM THIIOM yCIaJKyBaHHs Bu 3HaeTe?

2. [IposicHITh siBHIIIE TEHETUYHOTO IMIIPUHTHHTY.

3. Ha npuknani cunapomiB [Ipanepa — B Ta Anrenbmana oOrpyHTyMTe
T€HETUYHHUI MEXaHI3M IMIIPUHTHUHIY.

4. SIki xapakTepHi cumnTomu cunapomis [Ipanepa — Bl Ta Anreasmana?

5. T1oSCHITH SIBUIIIE T€HETUYHOI EKCIAHCII.
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6. SIki xBopoOu ekcmancii Bu 3Haere?
7. Po3kpuiiTe reHeTHUHHUI MexaH13M cuHapomy Maprina — besra.

8. Ha3BiTh OCHOBH1 03HaKW cUHJIpoMy MapTina — benna.

5.7. CnapgkoBa CXUNbHICTb 4O XBOPOO

[Topsim 13 xBOpoOamu, YITKO JIETEPMIHOBAaHMMHM CIIQJKOBICTIO (T€HaMHU Ta
XpoMOCcOMaMH) a00 YMHHUKAaMHU CepeloBHILNA (TpaBMHU, OIIKH), € BEJIHMKA 1 PI3HO-
MaHITHa Tpyna XBOpOO, PO3BUTOK SKMX BU3HAYAETHCS B3a€EMOJIEI0 MEBHUX CHA-
KOBUX (hakTopiB (MyTauiid abo MoeqHaHb aneyiei) 1 YMHHUKIB cepenoBuma. Lo
rpymny XBopoO Ha3UBAIOTh X80pPOOAMU i3 CHAOKOBOI0 CXUIbHICHIIO.

[IpuuuHu Ta 0COOIUBOCTI PO3BUTKY JAHUX XBOPOO JOCHUTH CKJIAJIHI, Oaratro-
pIBHEBI, OCTATOYHO HE€ 3’sICOBaHi. 3BUYAHO BOHM PI3HI JJIsI KOKHOI XBOpPOOH.
[IpoTe CTOCOBHO CHITBHUX OCOOIMBOCTEW PO3BUTKY TaKHMX XBOPOO ICHY€E 3aralib-
HOBU3HAHE YSBIICHHS.

B oCHOBI cIagkoBOi CXHIJIBHOCTI O XBOPOO JIEKUTh MIMPOKHIA F€HETUYHO
30amaHcoBaHUM MOMIMOP(}I3M MOMYJIALIN JTIOAUHA 32 (hepMEHTAMU, CTPYKTYPHUMU
1 TPAHCIIOPTHUMU O1IKaMHU, & TaKOXK 3a aHTUT€HHUMH CUCTEMaMu. Y MOMYJISLIIX
moauHu npuHaiiMHi 25-30% nokyciB (i3 6mm3eko 40 000) mpencraBieHo ABoMaA i
outbiie anensmu. OTxe, 1HIAUBIAyaIbHI KOMOIHAIlT anenell HeMMOBIPHO pi3HOMa-
HITHI. BoHM 3a0€31e4yloTh T€HETUYHY YHIKQJIbHICTh KOXKHOI JIIOJMHU, SIKA BUpPA-
KAETHCS HE TUIBKU B 3M10HOCTAX, (PI3UYHUX BIAMIHHOCTSX, ajie 1 B PEakKilisgx opra-
HI3MYy Ha MATOT€HHI YMHHUKHU HABKOJIMIIIHHOTO cepeaoBuIla. Xeopoou i3 cnadko-
6010 CXUJIbHICMIO GUHUKAIOMb Y OCIO 3 8I0NOGIOHUM 2eHOMUNOM (NOECOHAHHA
«npueadIoYuUx) aneneii) npu nPoeoKyoUill Oii YuHHUKIE cepedosuua.

XBOpoOU 13 CMAJIKOBOIO CXUJIBHICTIO YMOBHO MO>KHA PO3JIJIUTH Ha TakKi OC-
HOBHI rpynu: 1) mpUpPOKEHI Bagu PO3BUTKY; 2) MONIUPEHI MCUXIYHI Ta HEPBOBI
XBOPOOU; 3) MOIMIMPEH]I XBOPOOH CEPETHBOTO BIKY.

HalinommupeHimuMu podircenumu adamu po3eumiy € po3LIEIIICHHS BEp-

XHBOI TYOH Ta migHEOIHHS, BUBUX CTETHA, KJIMIIOHOTICTh TOImo. /[0 mommpeHux
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HCUXiUHUX | HEPBOBUX X60POO i3 CRAOK0G0I0 CXUNbHICMI0 HAJCXKATh 1U30(pe-
His, CNJerncis, MaHlaKaJIbHO-JIEMIPECUBHI TICUX03HU, PO3CISTHUN CKJIEpO3 Ta IHIIII.
Cepell COMaTUYHUX X80POO cepeOHbo2o 6iKy BiJIOMI Icopia3, OpoHXialbHa acTMa,
BUpa3Ka NUIYHKY Ta 12-Tayioi KUIIKY, 1eMigyHa XBOpoOa cepIis, TInepTeH3is, yK-
poBUi 11abeT TOIIO.

MexaHi3M1 BUHUKHEHHS XBOPOO 13 CHAJKOBOIO CXWJIbHICTIO, HE JIUBJISIYUCH
Ha 1X CKJIaJIHICTh, BCE OUIBIIE 1 OUIBINE MIITAI0THCA TCHETUIHOMY aHaJi3y y 3B'S3-
Ky 3 ycHixamu po3imn@pyBaHHs T€HOMA JIIOJAUHUA. Y TaTOreHe31 HUuX XBOopoo mepe-
BaXHE 3HAYCHHS MAIOTh CIAJIKOBI YMHHUKH. [laToreHes Takoi XBOpoOW — CKiIaj-
HUM, OaraTorpaHHuil 1 0araTopiBHEBUHN MPOIEC, TOMY 3HAYEHHS CMAJKOBUX YHH-
HUKIB HEMOXJIUBO BM3HAYUTH OJHO3HAYHO y BCIX BHMaAKax. YacTo BaXkKO Bijji-
JUTH YMHHUKHW OJIUH BiJ OJTHOTO SK CTOCOBHO 1IHTEHCHBHOCTI, TaK 1 TPHBAJIOCTI iX
nii. Po3ymiHHS npuyurH 1 nepediry XBopooO 13 CIaJKOBOI CXUJIBHICTIO YCKJIATHIO-
€TBCS 1€ W THUM, IO iX PO3BUTOK — PE3yJIbTAT B3aEMOIIi TEHETUYHHUX (HAKTOPiB
(MOHOTEHHHMX YM TOJIITCHHUX) 3 YHHHUKAMH CEPENIOBHUIIA, 1HOAI AyXe crernudid-
HUMHM, 1HOJII MEHII crierudiunuMu. JIuiie HaiHOBIII JOCSATHEHHS Y BUBUCHHI Te-
HOMY Ta CKJIQ/IaHHI TeHHUX KapT XPOMOCOM JIFOJIMHU JTO3BOJISIOTh HAOIU3ZUTHCS 10
BUSBJICHHS €()EKTIB TOJIOBHOI'O aHOMAJILHOTO T€HA.

Hacnpaszi koxHe 3aXBOPIOBAHHS 13 CHAJKOBOIO CXMJIBHICTIO — 1€ T€HETHY-
HO TE€TEPOTCHHA TpyMa 3 OJHAKOBUM KIIHIYHUM KIHIICBUM MPOSIBOM. Y KOXHIN
IpyIll € JeKUIbKa PI3HOBUIB, IKI 0OYMOBJIEHI PI3HUMH T'€HETUYHUMH Ta HEreHe-
TUYHUMU NpuurHamu. Hanpuknaza, rpyny 1meMiyHuX XBOopoO cepls MOXKHa po3i-
JIUTH Ha KiJJbKa MOHOTE€HHUX (POPM TiNepxoJieCTepuHeMii (MiABUIIIEHUH BMICT XO-
JIECTEPUHY B KpPOBI).

[TpyaraM PO3BUTKY XBOPOO 13 CIAJIKOBOIO CXUJIBHICTIO TPEICTABIICHI Ha
Mmai. 55. KiabkicHe mO€IHAaHHS KOXHOI 3 IUX MPUYMH y PO3BUTKY 3aXBOPIOBAHb

MO>K€ OyTH PI3HUM Y Pi3HUX JIOACH.
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NPUYNHU

l

. . CToXxacTUyHi
CepeaoBULLHI MeHeTUuHI (BMNaaKoBi)
ciMelHi  nonynsuiiHi reHu FeHeTUHHHA

CXUNLHOCTI ¢oH

Man. 55. [Ipuunau XBopoO 13 CIaIKOBOKO CXUITbHICTIO

Jlist mposiBy XBOpOO 13 CHAJAKOBOK CXUJIBHICTIO HEOOX1JHE KOHKPETHE IO-
€IHAHHS CHAJKOBHUX 1 30BHINIHIX YMHHUKIB. UMM OUIbIIE BHUpa)k€Ha CIIaJKOBa
CXWIBHICTD 1 OUIbIIIE MIKIUTMBUX (DAKTOPIB CEPEOBHUIIA, TUM JIJIsl 1HIUBIJA BUIIIEC
BIPOT1/IHICTh 3aXBOPITH (1 B OUTBIIT paHHBOMY Billl, 1 Y Bax4iil ¢hopmi). [lopiBHsIIb-
HE 3HAYCHHS 30BHIIIHIX Ta CMAJKOBUX YHNHHHUKIB Y PO3BUTKY XBOPOO CXEMATHYHO

MOKa3aHo Ha Mai. 56.

50 50 50
P

001

Man. 56. CniBBIZHOIIEHHS POJII TEHETUYHUX (PAKTOPIB Ta YNHHUKIB OTOUY-

I0YOTO CEPEJIOBHUIIA Y PO3BUTKY XBOPOO 13 CIAaKOBOIO CXUIIBHICTIO:

I, I, IIT — ctymieHi cCaJIkOBOi CXUIIBHOCTI (cliabka, MoMipHa, CUJIbHA BIATIOBITHO);
1,2,3 — npoBOKYIOUY1 YUHHUKH CEPEOBUIIIA PI3HOT CHIIK; O LIKaJl — YacTKa XBOpux (% ).

Ha cxemi yMOBHO BH3HA4Y€HO TPU PIBHA CIAJKOBOI CXHJIBHOCTI Ta TPU CTY-
NeH1 JIid cepeoBuIa: ciaabkui, momMipHui Ta cuinbHui. [Ipu crnabkiil cnaakoBid
CXWJIBHOCTI T2 HE3HAYHOMY BILJIMBOBI CEPEOBUIIA OPraHi3M MiITPUMY€E TOMEOCTa3
1 XBOpoOa He po3BuBaeThca. OJIHAK MPU MOCUIICHH] 1T IIKIITUBUX YMHHUKIB CEpe-
JIOBUIIIA Y TIEBHOT YaCTUHU OC10 BUABUTHCS XBOPOOa. 3a yMOBH 3HAYHOI CIIaJIKOBOI
CXWJIBHOCTI JI0 MATOJOTIi OJIHI ¥ Tl )X YAHHHUKU CEPE/IOBUINA BUKIMKAIOTh HE3MY-

YKaHHS y OUTBIIOT KIJIBKOCTI JTFOJIEH.
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XBOpOOH 13 CMAAKOBOIO CXHMJIBHICTIO BIAPI3HAIOTHCA Bif 1IHIIUX (HOpPM Craj-
KOBO{ maToJIorii (Ff€HHUX 1 XPOMOCOMHHUX XBOPOO) XapakTepoM KIIIHIYHOI KapTHUHH.
Ha BinMiHy BiJ TEHHMX XBOPOO, IPH SIKUX BCIiX WIEHIB CiM'T mpoOaHa MOKHA PO3-
JUIATH HA XBOPHUX 1 3I0POBUX, KITIHIYHA KAPTHHA XBOPOO 13 CIAaJIKOBOIO CXMIIbHIC-
TIO Ma€ Oe3MepepBHI MEPEX0 1 B MeKaxX OJHIET 1 Ti€l sk popMu maTosorii.

Jl51s xBOopoO 13 CaJIKOBOIO CXMIIBHICTIO XapaKTepHA BIAMIHHICTD B IX MPOSIB1
1 TSDKKOCTI Mepeoiry 3aJIe’KHO BiJ CTaTi Ta BiKy. MeXaHi3MU MOMIMPEHOCT] TaKUX
XBOPOO 32 YaCOM JIOCTAaTHBO CKJIAJH1, OCKUIbKM B MOMYJISIIAX SIK TEHETUYHI XapaK-

TCPUCTUKU CXI/IJ'H)HOCTi, Tak 1 YWHHHUKHU CCpCAOBHIIIA MOKYTh 3MIHIOBAaTHCS B TOU

O
fﬁ
Q O

Yd 1HIIUHA OIK.

[} d t’ ‘ (b XBopuit )(Bopuu Xeopuit
. Ha GpoHXiankHy Ha NUAKoBY Ha xapwoay
acTmy

1 2 ’ 3 4 5 aneprito aneprito

A b

Man. 57. PogoBoau 3 rineprensieto (4) Ta anepriunuMu narosorismu (b)

OpnHa 3 XapaKTepHUX OCOOJMBOCTEH XBOPOO 13 CIATKOBOIO CXUIIBHICTIO —
MiJBHIINCHA YacTOTa (HAKOMMYECHHS) B TIEBHUX CIM'SIX, sika 00OYMOBJICHA 1X T'€HETH-
YHOIO KOHCTUTYLIi€r0. Ha Man. 57 npuBeneHi Npukiagd poaoBOIIB, «OOTIKEHUX
TINEPTEeH31€I0 Ta aJepriyHUMU XBOpoOamu. ['eHeanoriyHuil aHami3 TakKuX POJIOBO-
JIIB JJa€ 3MOT'Y Kpallle BU3HAYUTH MPOTHO3 Mepediry maToJiorii B ¢iM’1, a TaKOX JIi-
KyBaJIbHI Ta IPO(]IaKTUYHI 3aX011 IPOTHU HEl.

CriagkoBa CXHIIBHICTH JO XBOPOOM MOKE€ MaTH MOHOTE€HHY a00 MOJIIr€HHY

OCHOBY.
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5.7.1. MOHOTe€HHO 3YMOBJIEHA CXIWJIbHICTh 10 XBOPOO

Monorenno o0ymoBiieHi GOpMH CIAIKOBOI CXUIIBHOCTI O XBOPOO CIIPUYH-
HIOIOTBHCSI MYyTallisIMU OKpEeMUX T'eHiB. L1 CXuIbHICTD, K MPaBUIIO, YCIAIKOBY€Th-
s 32 AyTOCOMHO-PETICCUBHUM 200 X-34eTIeHUM perieCUBHUM TUTOM. [IpoTe po3-
IIEIUIEHHS 3a MaTOJOrYHOK O3HAKOK B ITOKOJIHHSX HE BIAIIOBIAAC MEHIEIEBUM
3aKOHAM, OCKUTBKH HOCIli aHOMaJIbHOTO T€HA MPOTATOM JKUTTS KOHTAKTYE 3 TTPOBO-
KYIOUMMH XBOPOOY YMHHUKAMU CEPEIOBHUINA, SKI MOXYTh MaTH MIHJIMBUN Xapak-
Tep.

Humni BusBneno nonan 40 renis, siki OepyThb y4acTb y OioTpancdopmariii
CTOPOHHIX a00 MIKIUIMBUX PEYOBHH, IO HAAXOASITH B OPraHi3M i3 OTOYYIOHOTO
cepeloBUIla. Y HOPMI BOHU MPOAYKYIOTh Taki (hepMeHTH K muToxpoM P450, N-
arieTunTpancepasa, MapoOKCOHa3a CHPOBATKH, XOJIIHECTEpa3a CUPOBATKH, TIIOKO-
30-6-hocdaraerigporenasa, gakrasa, 1HrioiTopyu nmporeas touo. [laTonoriyni pea-
KIIii OpraHi3My Ha CTOPOHHI PEUYOBHHU BUKJIMKAIOTHCS MYTAaHTHUMH aJICIISIMH ITHX
rediB. [Ipyu boMy KO>XHOMY T€HY BIAINOBia€ KOHKPETHUH crienu(piyHUN MPOBO-
KYIOUMil YUHHUK. BapiaGenbHICTh «KOHIEHTpAIli(» TaKuX YMHHUKIB (HalyacTiiie
XIMIYHMX PEYOBUH Yy CKJIaAl 11, BOAM, MOBITPsS) NPU3BOJIUTH 10 TOTO, 110 OJHA U
Ta K XBOp00a BUSBIISIETHCS TO-PI3HOMY HaBITh y MEXKax OJIHI€T CiM'T.

JlxepenoM mMpoBOKyrOUUX (PaKkTOpiB MOXKYTh OyTH 3a0pyaHeHa aTMocdepa,
MPOIYKTH Xap4yyBaHHS Ta Xap4oBi n100aBku, (Hi3udHi GakTopH, OI0NOTIYHI areHTH
TOIILIO.

3a0pyaHenHsi atMoc(epu BUXJIONMHUMHU Ta3amu, Ta30MoJAI0HUMU PEYOBH-
HaMH YUCIICHHUX BUPOOHUYIHMX 00’ €KTIB € CEPHO3HOI0 €KOJIOTTYHO MpobieMoro. 3
JESIKAMH 3 [HUX IIKiJJITMBUX YMHHUKIB JIIOJIMHA CTUKAETHCS 3aBXKIH, 3 THITUMU —
3piaka. XiMI4HI CIIOIYKH Ta MHJIOBI YACTUHKH 3 MOBITPS, MOTPAILISIOYN B OPTraHi3M
yepe3 JIeTeHl, MKIPY 1 CIM30B1 000JI0HKH, MOKYTh BUKJIMKATH TI€BHI peakIli craj-
KOBOTO XapakTepy.

Haii6i1p111 BUBYEHOIO MYyTalli€l0, 0 0OYMOBITIOE PEaKiliio Ha 3a0pyaHEHHS

atMoc(epH, € HeJIOCTATHICTh d;~-aHmumpuncuna (61J1Ka CHpOBAaTKH KPOB1), KU €
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1HT10iTOpOM (CTpUMyBaueM) rnpoteas (pepMeHTIB, M0 PO3UICTUTIOITH OIIKH Ta Te-
ntuan). Lewt 6110k npoaykyeTbes reHoMm PI, sikuii po3TaiioBaHuil B JOBroMYy ILIe-
yi 14-0i xpomocomu (14¢32). B HOpM1 KOHIIEHTpALIIS O-aHTUTPUIICHHA IT1IBUIILY-
€THCS MPU PI3HUX (PI310JOTIYHUX 1 MATOJOTIYHUX CTaHax (BariTHICTh, 3amajieHHS
Tomo). Pi3Hi #toro dhopmu (mpoxykru aneneit PIY, PI°, PI?) po3pi3HsIOTBCS 3a aH-
TUTPUTICHHOBOIO akTUBHICTIO. HeakTuBHa (opMa OiKa CHPUUMHIOETHCS ajieieM
PFlie PELECUBHOIO O3HAKOK. YacToTa roMO3Uror PPl y €BPOTICHUIIIB CKJIAA€
0,05%, rerepo3uror — 4,5%.

Oco6¥ 13 cmakoBOIO0 HEOCTATHICTIO 1HTIOITOPY MpoTeas, SIKIIO BOHU TOMO-
3UroTHI 32 MyTanTHEM ajneiaeM (PI°PF), y Bini 30-40 pokiB HaI3BHYAHO CXUIbHI
JI0 PO3BUTKY XPOHIUYHUX 3alajlbHUX 3aXBOPIOBAaHb 1 eMQizemu jereHiB. OcTaHHd y
Takux 0ci0 po3BuBaeThcs B 30 pasiB yacTilie, HOK y MOMYJIALIi, 1 MPOTIKAE TyKe
Bakko. KypiHHS Ta 3anuiieHe MOBITPS ICTOTHO MPUCKOPIOIOTH PO3BUTOK eM(i3eMHU.
HaBiTh y 0ci0, TeTepo3uroTHNX 3a TEHOM HEIOCTAaTHOCTI 1HTIOITOpY mpoTeas (Te-
notun PI"PI?), yactota sKUX B JIESKHX NOMYJALisSX nepeBuinye 10%, HasBHi ma-
TOJIOT1YHI peakuii Ha MiJABUIIEHY 3alWJICHICTh MOBITPS Ta KypiHHA, TOOTO IiJBU-
HMICHUI PU3UK PO3BUTKY emdizemu jereniB. OTxe, Ui 1i€i rpymnu ocid HEoOXiaHO
BUKJIIOUUTH BIUIMB BUPOOHUYUX MHJIOBUX YHHHHKIB, 1100 3amoOIirTH PO3BUTKY
XBOpoOM. Meroau BH3HAYEHHS HEJOCTATHOCTI O -aHTUTPUIICHHA PO3POOJIEH] 1
MOXXYTbh 3aCTOCOBYBATHCS IMpHU MpodeciiHUX Orisgaax i Bimdopax st poOOTH Ha
BIJIMOBIAHUX MIANPUEMCTBAX.

ITpu HasABHOCTI y BAMXYBAHOMY IIOBITPI BYTJIE€BOAHIB (KYpIHHS Ta BIANOBIJI-
HI BUPOOHMIITBA) OCOOH, 110 BiJ[3HAYAIOTHCS BUCOKHUM BMICTOM apuiiopokapooH-
2iopokcunazu B opratiami (JomiHaHTHa Tomo3urora 3a ayenem Val rena CYPIAI,
Jokam3anis 5q22- g24), MatoTh TOCUTh 3HAYHUN PU3UK 3aXBOPITH HA PAK JICTEHIB.

3HailieHa TakoXX IeHETUYHAa CXMUJIBHICTH JI0 paKy Ce4oBOro Mixypa. Bona
NOB'AI3aHa 3 MyTaUlsIMU B JIOKyCl N-auyemunmpancgepazu nedinku (ren NAT2;
nokamzauis 8p23.1- p21.3). Ilin niero 11poro pepMeHTy KaHIIEPOTeHHI PEYOBUHH
PO3KJIaIatOThCsl Ta BUBOSTHCS 3 OpraHi3My. 3a MIBUJKICTIO 3HEIIKOKCHHS KaH-

LEPOTeHIB PO3PI3HAIOTh TpU (EHOTUIH: MIBUJKI (TOMO3UTOTH 3a HOPMaJIbHUM
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ajieJieM), MOBUIbHI (TOMO3UIOTH 32 MyTaHTHUM ajieJieM) Ta MPOMIXHI1 (T€TepO3Uro-
TH). Pak cedoBoro mixypa 4acTilie po3BUBAEThCSA y MOBUILHUX (DEHOTHUITIB. PH3uK
0COOJIMBO MIABULILYETHCS NMPH A1l YUHHUKIB cepeoBUIA (KypiHHS, BUPOOHUIITBO
I'YMOBHUX BUP0OiB, (hapOn).

IIpoaykTu xapuyBanHs. [IeBHI Xap4yoBi NPOAYKTH MOXXYTh BUKIIUKATH HE-
OaxkaH1 peakxilii y FeHeTUYHO YyTJIUBUX 1HIUBI/IB.

OmHUM 13 BIJOMHUX 3aXBOPIOBAHb IIi€l TPYIIH € HENEPEHOCUMICHb JIAKMO3U
(MonouHu# 1ykop). Y oci® 3 1uM aedeKToM TMicis BXXUBAHHS MOJIOKA BUHHMKAE
posnan TpaBiaeHHSA. CyTh ne(eKTy 3BOAUTHCS J0 BiACYTHOCTI B KUIIICUHUKY CHHTE-
3y akma3u (PepMeHT, 1110 PO3LIEIUIIOE JIAKTO3Y), BHACIIIOK YOr0 HEpO3IIeIieHa
JAKTO3a CIY)KHTh CHPHSITIUBUM CyOCTpaTOM /I PO3MHOXEHHS THUJIBHOI MiKpO-
dbaopu. Myrtanthi aneni R rena nakrasu (ren LAC, MyTaHTHUH ajellb MO3HAYA€Th-
ca LAC*R; nmokamizaitist 2¢21) nocuTh TOIIMPEH1 y CXITHUX HapoaiB (1o 95—
100%) ta y amepukanchkux iHiaHIB 1 appoamepukanmiB (70-75%). Cepen €B-
POTICHIIIB YaCTOTa TOMO3HTOT 3a IIUMHU MyTallisiMu HeBenuka (5—10%).

[HmMMU TpuKIagaMyu 3aXBOPIOBaHb I11i€1 TPYNU € ueniakia (HENEPEeHOCH-
MICTh OLJIKIB 371aKiB), CIIaJKOBA HEJOCTATHICTh 21H0K030-6-¢hocghamoeziopozenazu
(HEmEepEeHOCUMICTh 3epEH KIHChKUX 0001B, ESKUX JIIKIB, TPOMHUCIOBUX OKHUCIIIOBA-
4iB; red G6PD; nokanizauis Xq28), remikpanisi, abo MIrpeHb (HEIEPEHOCUMICTh
TBEPIUX CUPIB Ta MIOKOJIATY), BIAICYTHICTh OJHOTO 3 IBOX I'€HIB aJlbJAETiAET1IPO-
reHa3u IMEUYIHKKM (TOKCHMYHA peakilis Ha aJKorojb, TeH ALDH2; noxamizaiis
12q24.2).

@i3u4Hi YUHHHUKHA Ta MeTAJIU. XapaKTepHUM IPUKIIAIOM CHAIKOBOT UyT-
JuBOCTI 10 (i3uyHuX YMHHUKIB (Y® npomeHi) € oaHa 13 GopM nicueHmHoi Kce-
pooepmu (muB. po3ain 5.4.3.), AKa YCHaJAKOBYETHCS 32 ayTOCOMHO-PEIICCUBHUM
THUIIOM.

Y HaykoBiil JliTepaTypi OnKrcaHa TaKOX pPi3HA YYTIUBICTh J0 COJIEH BaKKHUX
MeTaniB (CBUHELb, PTYTh, KaaMmid Tomio). Hampukman, oTpyeHHS OpraHiyHUMU
CIOJIYKaMM PTYTI BUKJIMKA€ HEHPOICUXIYHI pO3JaJH PI3HOTO PIBHS y pI3HUX 0CiO.

['eTepo3uroTHi HOCII F€HIB yucmuHno3y Ta anemii PanKoni MOXYTb OYTH CXUJIbHI
178



JI0 TOKCUYHOT i1 MeTaliB abo 1HIIUX HUPKOBUX TOKCHUHIB. [[iABHUIIIEHA, X04a 1 HE
«TOKCHYHA» MPUCYTHICTh CBUHIIIO MOXE OyTH IMPOBOKYIOUMM YMHHUKOM TilEpak-
TUBHOT MOBEJIHKH Yy JIITEH 13 CMaJIKOBOIO CXUJIBHICTIO.

BioJioriuni arenTu. IMyHiTeT BU3HA4Ya€ThCS TEHETUYHUMH MEXaHi3MaMU 1
Ma€ HEOJHAKOBHM PIBEHb MPOSBY y pi3HUX ocoOuH. [[oOpe BimoMi (akTu pi3HOI
YYTJIMBOCTI JIIOJEH 0 BaKIMH IPU BBEIEHHI OJHUX 1 THUX K€ J03 MIpernaparis. Y
JESKHUX JIFOACH 3’ SIBISIOTHCS YiTKI KJIIHIYHI MPOSIBU XBOPOOU, Y 1HIIUX peakKilisi Ha
IMyH13a1[1}l0 a0COIOTHO BiACYTHS. Ile € HacmigkoM T€HETHYHOTO MOoJIMOp(di3My
peaxiiiif Ha Jit0 30BHIMNIHIX 010JIOT1YHIX YUHHUKIB.

Kiracuyaum nmpukiagoM CrajgkoBoi CTIMKOCTI 10 O10JIOTIYHUX areHTIB CITy-
KaThb JIeSIK1 CIaJKOB1 XBOPOOH, HANIPUKIIAI, CEPRONOOIOHO-KNIMUHHA anemia (My-
tamiss reHa HBB; noxkamizamis IIpl5.5) ta Hedocmammuicmb 2n10K030-6-
dochamoeziopozenazu (nuB. Buie). Y IUX BUMAAKAX MAIPIMHUN TIa3MOJIIA HE
MOK€ PO3MHOXKYBATHUCS B €PUTPOIIUTAX MYTAHTHUX TOMO3HTOT 1 T€TEPO3UTOT. Xa-
paKTepHO, M0 B PETiOHAaX 3 BHUCOKOIO 3aXBOPIOBaHICTIO Ha Mayspiio (Adpuka,
I'peuis, Itanisa, Oininmiau, A3epbaiipkaH, Y30€KUCTaH) CIIOCTEPIraeThCsl BUCOKA
4acTOTa MYTAHTHUX ajelied TeHiB, SKi CHPUYMHIOIOTH CEPIONOII0HO-KIITHHHY

aHEMIIO Ta HEeJJOCTAaTHICTh IIIKXK030-6-ochaTaeruaporeHasu.

5.7.2. I1oJlireHHO 3yMOBJIeHA CXWJIBHICTH /10 XBOP0OO

[lonireHHa cnajgkoBa CXWIBHICTh JO XBOPOO BHU3HAYAETHCS MOETHAHHIM
ajeyie AeKUIbKoX TeHiB. KoxkHui anenb okpemMo CKopilie HOpMaJlbHHM, HIXK 1MaTo-
JIOT1YHMM, a CIPUYMHIOE XBOPOOY MeBHA X KOMOiHais. [nenTudikaiis nux reHis
Ta iX ayened BeiabMHU cKiagHa. CBiM MATOJIOTIYHUN MOTEHIlAd BOHU MPOSBIISIIOTH
pa3oM 3 KOMILUIEKCOM JIEKUIbKOX YMHHHMKIB OTOYYIOHOro cepenosuuia. IlaTosnorti,
CIIPUYMHEHI TaKUMHU CUTYallISIMU, JICTalld HA3BY MYJIbMUBAKMOPHUX XE8OPOOD.
CriBBIIHOIIICHHS 3HaYE€Hb I€HETUYHUX 1 CEPEJIOBUIIHUX YMHHMKIB pi3HA HE JIUIIIC
JUISl AaHOT XBOPOOH, ajie 1 i1 KOKHOTO XBOPOTO.

JIns BU3HAUCHHS TOJITEHHOI CITaJIKOBOI CXMJIBHOCTI IO XBOPOO 3aCTOCOBY-
I0Th, SIK 1 Y BUMAJKy MOHOT@HHOI CXUJIBLHOCTI, TP OCHOBHI METOJIU — I'eHeaJIor14-
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HUM, ONM3HIOKOBUN Ta MOMyJISIiHO-cTaTHCTUYHUH. [Ipy HbOMYy KOXHHI MeTox
Ma€ TIeBHI OOMEXeHHs (ITOPIBHSHO 3 BUBYEHHSM MOHOTE€HHHUX (OpM), Kl CIIiJ
BpPaxOBYBAaTH IMpHU MPOBEACHHI HOCHiKeHHs. CliJ TakoX MIIKPECIUTH, 10 I
MIPOBEJICHHS TaKMX JOCTIIHKeHb MOTPIOHO HabaraTo OuIbIIE POJOBOMIB YU OJU3-
HIOKOBHUX Tap, HIXK MPU BUBUYEHHI MOHOTEHHUX O3HAK. [HKOIM ISl BUPIIICHHS OJI-
HI€1 3a]1a41 HEOOX1HO MPOAHAII3YBATH JIE€K1IbKa COTEHb 1 HABITh TUCAY POJOBO/IIB.

[TonmirenHi maToyorii Bi3HAYAIOTHCS TAKUMHU XapaKTEPHUMH BJIACTUBOCTS-
MU:

— YUM PiJIIe 3yCTPIYaeThCs XBOPOOa B MOMYJISIIIi, TUM BHUILE PU3UK AJIS PO-
IU4iB TIpoOaHaa 1 TUM OUTBINE PI3HUIA y BEJIMUUHI PU3UKY MiX poaudamu 1-2 ta
2—-3 CTYIEHIB CIIOPITHEHOCTI;

— YUM CWJIBbHIIIE BUPaKeHa XBOopoOa y mpoOaHja, TUM BHUIIE PU3UK 3aXBO-
PIOBaHHS JJI HOTO POJUYIB;

— PU3HUK I pOANYIB TTpoOaHaa Oyie BUIIE, SIKIO € 1HIIH XBOpUNA KPOBHHIMA
ponuy;

— SIKIIO 4acTOTa XBOPOOU BapilO€ 3aJI€KHO BiJ] CTaTl, TO PU3MK JIJISl POAMYIB
Oyze BUIIHH, SIKIIIO MPOOAH]T BITHOCUTHCS JI0 CTaTI, III0 MEHIIIE ypaKeHa.

MynbsTudakTopHi XBOpoOH, SIK 1 OyAb-sIK1 1HII MOAI0HI 03HAKH, MOXKYTb OYy-
TU HETIEPEPUBHUMH Ta IEPEPUBUCTUMH.

HenepepBHi myabTudakTopHi o3Haku. Bennka KinbKiCTh HOPMAIbHUX 1
NaTOJIOTIYHUX O3HAK JIIOAWHHU € HENMEePEepBHUMHU MYJIbTH(PAKTOPHUMHU O3HAKAMHU.
JUist HUX XapaKTepHUW MOCTYNOBUH, IUIABHUM Mepexia Bl MIHIMAJIbHUX /10 Mak-
CUMaJIbHUX 1X 3HaYeHb. Takuil pO3MOJITI 03HAKH HA3UBAETHCS HOpMalbHUM. [lpu
HpOMY OUIBUIICTE OCOOMH 3HAXOAUTHCS NOOMM3Y ii CepeaHbOro 3HAYEHHS.
(Maun. 58).

Kpim mMopdosoriyaux XapakTepUCTHK JIOJUHKA (IUB. po3aia 2.2.), HOpMa-
JBbHUN PO3NOJALIT BJIACTUBHM TaK0X TaKUM O3HAKaM SIK apTepiaJIbHHM THCK KpOBI,
KUTBKICTh JIEHKOITUTIB Y KPOBI1, TEMIEpaTypa Tijia, eMOLIHHICTh, TIaM’SITh, IHTEIEKT

Ta 0araro 1HIUX.
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Kinbkicme oci6 y nonynauir

60 80 100 120 140 160 180
ApmepiansHull cucmomiyHull muck

Man. 58. KpuBa po3nojainy 3HaueHb apTepialbHOTO TUCKY KPOBI
B MOMYJIALIT JIFOIUHA

CepenHe 3HaYEHHS TAKUX O3HAK BBAXKAETHCS HOPMAIBHUM, a 3MEHIIICHHS Y1
301IBIIEHHS X 3HAYEHHS — AHOMAJbHUM. Tak, HOPMaJIbHHUI apTeplalbHUIl THCK
KpOBi (B MM PTYTHOT'O CTOBMYMKA) 3HaxoAuThcsa B Mexkax 100-140 (cucromiunuii
Tuck) Ta 60-90 (miactomiynuii THCK) (May. 58). SIkmio groauHa Mae KpOB’STHUM
THUCK, HIDKYHMH 1UX TIOKAa3HUKIB, TO BOHA CTPaK/JIa€ Ha TIMOTEH31I0, a SKIO BHUIIHMA
— TO Ha TinepTeH3i. Y 000X BUIAJIKaX — 1€ JOCUTh Cepio3H1 marojorii. ['inoTen-
3151 CyIIPOBOIKY€EThCSI TOJIOBHUM 00JIEM, CJIA0KICTIO, 1HOJ1 — BTPATOIO CB1JOMOCTI.
[TepeOir rimepTen3ii NMpu BiJICYTHOCTI YCKJIATHEHb 3BUYAHO OE3CHMITOMHUN 1
BUSBIISIETHCS JIUIIIE TIPY BUMIPIOBAHHI THUCKY. MOJIMBI CUMITOMM L1€1 aHOMAJIT —
NEePIOIMYHUN TOJOBHUHN OUTb, 3alIaMOPOYCHHS, MUTOTIHHS «MYX» TE€peJ] OUYnMa,
IIyM y ByXax, OUIb y 30HI ceplis, CepIEOUTTs. 3 4acOoM TiNepPTeH3is CIPUIUHIOE
NaTOJIOTIYHI 3MiHM KPOBOHOCHUX CYJHUH, MOPYIICHHS (DYHKIINH cepisi, MO3KY, HH-
POK, 30py. Po3moBcrOKEHICTh TIIEPTEH311 cepel JI0ICH CTapIIoro BiKy CKiIaaae
10-20%.

IlepepuBucTi MyJabTH(AKTOPHI 03HaKH. Hail01p11 BIZJOMUMH NEpEPUBHU-
CTUMHU MYJIbTU()AKTOPHUMHU MATOJIOTISIMU € TaKl BPOHKEH1 BaJl PO3BUTKY SIK KJIH-
IIIOHOTICTh, BUBMX CTETHA, 3BY)KCHHS BOPOTAps ILIYHKY, PO3IICIUICHHS BEPXHBOI

ryOu Ta miHeOIHHS 1 TaKi MOIKUPEH] 3aXBOPIOBAHHS JOPOCIIUX K aHOMAi CepIis,
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pEBMaTOIIHUI apTPUT, BUpPa3KoBa XBOpPoOa, OpoHXialibHA acTMa, IIYKpOBHI1 11a0eT,
mu30(peHis, eniaencis Ta iHmi.

OcoOnauBOCTI ycnaJKyBaHHSI TaKMX MATOJIOTIH A00pe EMOHCTPYIOThCS Ha
MPUKJIaAl BPOIKEHOI BaJli PO3BUTKY — PO3LICIUICHHS BEPXHBOI TyOHM Ta MigHEO1H-
Hs (Mait. 59). baTbku TUTUHU 3 aHOIO BaJOI0, SIK MpaBuilo, 370poBi. [IpoTe Hapo-
JOKEHHSI XBOPOi IUTUHU CBIIYUTH, 110 KOKHHUI 3 HUX € HOCIEM 0araThb0X YMOBHO
aHOMAJILHUX aJIeJIel, KIJIBKICTh SKUX BCE K TaKH HEJOCTaTHS, mo0 aedekT chop-
MyBaBcs y OaThKiB. SKIO JUTHMHA BUNAAKOBO YCHAIKYyE KPUTHUYHY KUIBKICTb
«aHOMAJILHUX» ajelield, TOOTO TeBHA Mexa Oyje MepeBullieHa, BUHUKAE Bajla PoO3-

BUTKY — PO3IIEIIJICHHS] BEPXHBOT I'yOH Ta MiHEOIHHS.

ocobuH
MNopir

KinbkicTh

XBopi

CXUNBHICTEL

Ma. 59. Po3nonisi CXMIIbHOCTI 0 PO3IICTUICHHS BEPXHBOT I'yOH Ta IMiIHEO1HHS
B nonyJisanii (1) Ta B ponuyiB npobanma (2)

CXUIBHICTB 10 1I€1 MATOJO0Tr1i BU3HAYAETHCS SIK T€HOTHUIIOM, TakK 1 (pakropa-
MU CEepelIOBHUIIA 1 XapaKTepU3y€e€ThCs KPUBOI HOPMAIBHOIO po3mojiny. YacTtruHa
NOMyJIsiLii, pO3TalllOBaHa MPABOPYY BiJl MEXKOBOI'O PIBHs, MOKAa3y€ YaCTOTY 3aXBO-
proBanHs B monyssnii — 0,1%. Onnak, 115 6aTbKiB XBOPOi TUTUHU KPUBA CXUJIb-
HOCTI1 3COBY€ThCA BIpaBo. lle o3Hauae, 1m0 aas poaudiB MNEepIIOro CTYIEHs CIopi-
JTHEHOCTI 4acToTa (a00 pU3HMK) 3aXBOpIOBaHHs ckianae Bxke 4 %. biausbkicth 10
MaTOJIOTIYHOT MEXI KOHKPETHHX IHIWBIAIB y TMOMYJISIi BiJ3HAYAETHCS HAKOIIH-

YEHHSM y HUX NMEBHUX HE3HAUYHUX aHOMAJM (pO3ILEIUICHHS s3UYKa, nedextu 3y-
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01B 1 IPUKYCY, ACUMETPIsl MPUKPIIVIEHHS KPUJI HOCA), K1 3HAXOAAThCS B 30H1 PO3-
BUTKY Ba/JlU.

k1o cepes 0COOMH J11BOi YACTUHM MOMYJISLIT XBOPI 3yCTPIUAIOThCA PIIKO,
TO TIO Mipi pyXy BIPaBO YaCTOTA XBOPHUX 30UIBIIYETHCS axX JO MEPEBAKHOI O11b-
II0CT1 B KpaifHii npaBiit yacTuHi KpuBoi. Lle o3Havae, 110 pu HU3BKIN TeHETUYHIN
CXMJIBHOCTI JI0 TATOJIOTii HEOOXigHE IyXK€ HECHPHTIMBE MOETHAHHS 0aratbox
YUHHUKIB OTOYYIHOYOT0 CepeIoBHINa, o0 xBopoba npossuiiacs. OHaK 32 BUCOKOT
T€HETUYHOI CXMJIBHOCTI 3aXBOPIOBAHHA 37aTHE PO3BUHYTHCS 1 0€3 BUAMMHX IMPO-

BOKYIOUHX (DaKTOPIiB CEPEAOBHUIIIA.

5.7.3. 'eHeTHKA OHKOJIOTIYHUX MATOJIOTIN

OHKOJOT1YH1 XBOPOOU 3aliMalOTh OJHE 3 MEPIIMX MICIb Cepe]l MOIHUPEHUX
MyJIbTU(AKTOPHUX CHAAKOBUX IMATOJIOTIHM SK 3a PI3HOMAaHITHICTIO (OpM, Tak 1 3a
NOMYJISILIHHOIO0 YacTOTO0. ['eHeanoriunuii Ta OJU3HIOKOBUIM METOIN JTOCIIIIKEHHS
BUSIBIUIM 3HAYHY POJIb TEHETUYHUX YMHHHKIB Y PO3BUTKY OHKOIaTosorii. OmgHak
OyJI0 TaKOX JOBEJEHO, IO HE MEHILE 3HAYEHHS y 1[bOMY IIPOLECi MalOTh (PaKkTopu
OTOUYIOUOI0 cepeoBuia. B3stu xoua 6 Bigomi mpodeciiini popMu paky y peHT-
T€HOJIOT1B, PaK MIKIPH y 0C10, 0 KOHTAKTYIOTh 3 KaM SHOBYT'UIBHOIO CMOJIOIO, PaK
CEYOBOIr'0 MIXypa y MpalliBHUKIB aHUTIHOBUX BHPOOHUIITB, MEPBUHHUIN paK MEUiH-
KU SIK HAaCJJJOK BIpYCHOI'O T€MaTUTY, PaK JEreHIB y NPAalliBHUKIB a30€CTOBUX 3aBO-
IIIB TOIIIO.

[Tormpu BenuKl yCIIXHW B MOJICKYJSIPDHIN T€HETHIIl, 3aJIUIIAIOThCS MOKH-II0
HEB1JIOMUMU YUCJICHHI MIPOIIECH B3aEMO/I11 FTEHETUUHUX 1 CEPEIOBUIIIHUX YMHHUKIB
y PO3BUTKY 3J0KICHUX HOBOYTBOPEHb.

3/10KICHI HOBOYTBOPEHHS € 2eHEMUYHUMU XB0POOAMU COMAMUYHUX KIli-
mun. MexaH13MU TeHETUYHUX COMAaTHYHUX XBOPOO Ty’Ke CKJIa/Hi, BHACTIIOK YOT0
ix Baxko kiacudikyBatu. Myraiiii, 1110 BU3HAYAIOTh PO3BUTOK MYyXJIMHU, MOXKYTb
TPaNUTUCS B CTaTeBUX a00 COMATHYHUX KIITHHAX. Y MEPIIOMY BHUIIAJIKy BOHU ic-
HYBQJIHM BXKE B TaMETI 1, OTKe, MPUCYTHI Yy BCIX KIITHHAX OpraHi3My, B APYroMy —
BUHHUKAIOTh Y COMAaTHYHIN KJIITHHI SK PE3yJbTaT MOCTIHHOTO MHUMOBUIBHOTO a0o0
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CIIPOBOKOBAHOI'0 MYTAILIHHOr0 NpoLecy. BUHUKHEHHS MyXJIMHH YaCcTO MOYHHAETh-
Cs B COMATHMYHUX KJIITHHAX 3 MyTallli TOTO K JOKyca, B IKOMY BXE € MyTallisl ra-
METHOT'O TTOXO/>KEHHS.

3BHMYallHO HEMOXKJIMBO YITKO PO3MEKYBaTH €Talu 3JI0SKICHUX HOBOYTBO-
peHb JI0MHU, 00YMOBJIEHI CMAJKOBICTIO Ta BUKJIMKAHI YUHHUKAMH CEpEe/IOBHUIIIA.
OnHak y OKpeMuX BUNAJAKaX 1€ BAAETHCS 3pOOUTH 3a JTONMOMOTOIO PSATY METOIIB
JOCITIDKCHHSI — TMOMYJISALIHHO-CTAaTUCTUIHOTO, TEHEAIOTIYHOTO, OJIM3HIOKOBOTO,
FeHETUYHUX MapKepiB, 010XIMIYHOTO Ta B JOCIIaX HA TBAPUHAX.

[TomynsmiifHi JOCIIKEHHS TOKA3yI0Th, IO MOMUPEHICTh TaKUX (GopM 3710-
SKICHUX HOBOYTBOPEHbB, SIK PaK MOJIOYHOI 3aJI03U Ta paK LUIYHKY, B PI3HUX IOMY-
JSAUIAX po3pizHseThes. Hanpukian, yactora paKy MOJOYHOI 3aJ103H Y JKIHOK 3axi-
nHoi €Bponu Ta [1iBHIUHOT AMEepUKH y § pa3iB BUIIE, HK Y SITOHOK YH KUTASTHOK,
a PU3MK BUHUKHEHHS paKy IIUTYHKY Yy STOHIIB 1 kKuTaiiiB y 10 pa3iB HUXKYE, HIK Y
eBporneiniB. [IpoTe pi3HMIS 3MEHIIY€EThCA, X04a 1 HE JIKBIJOBY€EThCS, yepe3 2-3
MOKOJIIHHS 32 YMOBH JKHTTSI KUTAMIIIB 1 SMOHIIB y KpaiHax 3axinHoi €Bpomnu Ta
[TiBHIYHOT AMEPUKH.

BuBueHHs1 pOJ0OBO/IB MOKa3yIOTh, 110 SKILO JKIHKa XBOpa Ha pak MOJIOYHOT
3aJI03H, TO Y 11 poAUYOK | CTymneHs CropiIHEHOCT! pU3UK BUHUKHEHHS Ti€l K dop-
MU paky 3poctae B 2-3 pasu. [loniOHI pe3ysbraTu 0aepKaHi TaKOXK y BHIIAJIKY pa-
Ky ILIYHKY.

CriagkoBa CXUJIBHICTB J10 310KICHUX HOBOYTBOPEHb Yy MEHILIM Mipi BUSIBIIS-
€THCS B OJIM3HIOKOBUX JOCHIKEHHIX. TyT TeX HasBHA PI3HUIA B PiBHI KOHKOp/a-
HTHOCT1 MOHO3UT'OTHUX Ta AU3UTOTHUX OJIM3HIOKIB, ajle BOHA HE3HAYHA.

[TpoBokyrourMH (hakTOpaMu PO3BUTKY 3J0AKICHUX MYXJIUMH € OKpeMi (popmu
BIpYCiB, SIKi IHTETPYIOTHCS B T€HOM KJIITHH. BUBUEHHA iX poyi MpuBENo 10 Bij-
KPUTTS TaK 3BAaHUX OHKOTEHIB y KJIITHHAX CCaBIB. Y HOPMaJbHUX KIITHHAX IMX
TBAapuH MOke OyTu J1Ba Tunu nociigoBHocrer JIHK, romosiorivHux BipyCHUM OH-
koreHam. OMH 13 THIIB Ha3BAIH HMPOMOOHKO2eHAMU, K1 (HaKTUIHO € HOPMAJIb-

HUMU F€eHaMU. [HIIWHA TUN JICTaB HAa3BY KAIMUHHUX OHKO2EeHig, TOOTO IeHIB 3 OH-

184



KOreHHUMH BiactuBocTsIMH. Ha cporomni BusBieHo noHax 100 oHKOreHIB: ras,
myc, fos, mos Ta iH1Ii.

VY HOpMalbHOMY CTaH1 MPOTOOHKOTEH Oepe y4acTh Y KOHTPOJI KIITUHHOIO
IIUKITy, a TIPU MiJBUILNEHHI HOro eKcrpecii mepeTBOPIOEThCA Ha KIITUHHUMA OHKO-
I'€H, MPOBOKYIOYHM PO3BUTOK 3JI0SKICHOT MyXJIMHU OJIHUM 13 YOTUPHOX CIOCOOIB.

1. Buacmigok inrerpauii JIHK, xommnementaprnoi PHK perpoBipyca (Tak
3BaHoi k/[HK), B xpoMocomy mo0OJIM3y OHKOTE€HA MOKE PO3MOYATUCS HOTO HEKOH-
TPOJIbOBAaHA EKCIPECIS.

2. 301bIIEHHS YKCIIa KO OHKOT€Ha B COTHI pa3iB BeJ€ /10 3HAYHOTO 3pOC-
TaHHsI KOHIIEHTpAIlli OHKOMPOTEIHIB y KIITHHI. Takuil MeXaHi3M XapakTepHUU ISl
NEBHUX MYXJIHMH, HAPUKIad, ApiIOHOKIITUHHOIO paKa JIEr€Hb, 0 SKOr0 MPU3BO-
JUTh HEKOHTPOJIHOBAHE KOMiOBaHHS OHKOTeHIB C-myc, N-myc ma L-myc.

3. MoXyTbh TpanuTucs MyTallii IPOTOOHKOTEHIB, SIKI CIPUYUHSATH 1X aKTHBAa-
I[if0 Ta HAKOIMMYEHHSI OHKOTEHHUX O171KiB. MOXKe TaKOXX CHOCTEpIraTHCs HEKOHT-
POJIbOBaHE KOTMIIOBaHHS MYTAHTHOTO OHKOTE€HA, [0 MOCHIIIOE OHKOTEHHI BJIACTH-
BOCTI KJIITUHHU.

4. XpoMOCOMHI TpaHCJIOKAIlli MOXYTh MOPYIIyBaTH O10XiIMi4YHY (DYHKIIiO
ab0 piBeHb aKTUBHOCTI MPOTOOHKOTE€HA Yepe3 1HIlIe HOTo «oTodeHHs». [Ipukinanom
IBOT0 MOXE OyTH XPOHIYHMHA MIEJOIAHUI JIEWKO3, MPU SKOMY AUISIHKA JOBIOI'O
rieda XpoMocoMu 22 rmepeMilieHa Ha JIOBre Iiede XpoMocoMu 9, a 30BCIM HEBe-
JIMKa YaCTHHA XpOMOCOMHU 9 BIMOBIAHO MpUETHAHA 10 XpoMocomu 22. B pesyiib-
TaTi L€l TpaHCIOKallll, sika no3HadaeTbes 1(9;22)(q34; q11), KINITUHHUNA OHKOTEH
C-abl 3 xpomocomu 9 nepeHOCUTHCS B PETi1OH reHa ber xpomocomu 22, 110 MPUBO-
JUTh 10 CUHTE3Y XUMEPHOI0 MPOJYKTY, III0 Ma€ OHKOT€HH1 BJIACTUBOCTI.

B excnepumenTax 3 riOpuamn3aiii 3I0SKICHUX Ta HOPMAJIBHUX KIITUH OyJn
BUSBJICHI OCOOJIMBI ayTOCOMHO-JIOMIHAHTHI T€HH, SIK1 1ICTaJIM Ha3By AHMUOHKO2e-
Hig — TeHIB-CYNpecopiB (F€HIB-NPUTHIYYBa4diB) OHKOreHiB. ChOro/iHI BIIOMO IOHA]
40 Taxux reniB (Rb, Wtl, BRCAl, BRCA2 Tomio), aje NpUITyCKAEThCA, M0 KiJlb-
KICTh 1X Y HOPMaJbHIM KIITHHHU BIJNOBIJA€ KUIBKOCTI OHKOT€HIB. AHTMOHKOT€HU

IPUTHIYYIOTh HEKOHTPOJIBOBAHUHI MOAUT KIITHH. SIKIIO0 00MABa ajesni aHTUOHKOTe-
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Ha (0IMH — 0AThKIBCHKOI'O MOXOJKEHHS, a IHIIWKA — MaTEPUHCHKOI0) BUSBISATHCA
MyTaHTHUMH a00 BTpauy€HUMH BHACIIIOK JeJellli, TO B TaKOMY OpraHi3MOBI1 ITOYH-
HAETHCS HEKOHTPOJIbOBAaHUM MoALT KIiTUH. Ha ganuil yac BUsIBIEH1 MEBHI 3aKOHO-

MIPHOCTI JIii T€HIB-CYIIPECOpPiB MyXJIMH.

MaTu Batbko

OutuHa

|

ComaTuuHi KNiTMHK
AUTHHK

MyTauja

i

Myxnuxa

Man. 60. Brpara reTepo3uroTHOCTI 10 T€HY-CYNPecopy MyXJIUHU:
O — HOpMaJIbHUI ajenb reHa-Cynpecopa, M — aHOMaJIbHHI ajellb TeHa-Cymnpecopa

JlronuHa MOXke yCraJaKyBaTH BijJ OJHOTO 3 OaThKiB aHOMAJIbHUH ajieib reHa-
cynpecopa. Lle moxke OyTu myTariss abo MiKpojeelis boro reHa. I'eTepo3uror-
HICTh 1HAMBIZA 332 JAHUM JOKyCcOM yOe3neuye HOro BijJi BUHMKHEHHS IMyXJIUHH,
OCKUIbKU TE€H-CYNpecop € JAoMiHaHTHUM. [IpoTe B mpoIrieci >KUTTS B COMATUYHUX
KJIITHHAX TOCTIHHO BiAOYBAEThCSA MYTAIliHHUM TIPOIIEC, KU MOXKE TOPKHYTHCS 1
HOpPMAJIBHOTO alielsl aHTHOHKoreHa. [Ipu 1poMy KITITHHA CTa€ TOMO3UTOTHOIO 32
AHOMAJIbHUM T€HOM, BHACIIOK YOT0 MPUMUHSIETHCS MPUTHIYCHHS OHKOTeHA 1 PO3-
BUBAETHCA 3/10sKiCHA myxiuHa. (Mai. 60).

VY JI'0IMHY BUSBIIEHO Ta OMMCAHO JOCHTh 3HAYHY KUIBKICTh OHKOMNATOJIOTIMH,
CIPUYMHEHUX BTPATOIO T€TEPO3UTOTHOCTI MO TeHYy-CyIpecopy MyxiauH. s 61b-
IIOCTI 3 HUX BIJOMI HE TUIbKM JIOKaJII3al[isl TeHa, aje 1 HOro CTpyKTypa, NEPBUHHI
MPOAYKTH Ta MOXJIMB1 MyTalii. [{ikaBo, 110 /11 BUHUKHEHHS! IEBHUX 3JI0SKICHUX

MyXJINHA H€O6XiI[Ha BTpaTa FCTGpOBI/IFOTHOCTi HC B OIHOMY, 4 B KIJTBKOX JIOKYCax.
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Kpim toro, nmotpiOHi me myTaiii B camux oHKorenax. [IpukianamMu MoxyTh OyTu
pak HUpKH (JIoKauti3aiis 3p), pak jereus (3p, 13q, 17p), pak Mmoao4dHoi 3ano3u (1g,
3p, 13q, 17p), pak neuinku (I1p), pak ToBcToi Kuiku (5¢q, 17p, 18q) ta inui. Le

CBITYUTH PO TOJIKOMIIOHEHTHICTh T€HETUYHOTO MEXaHI3My PO3BUTKY OHKOIATO-

JIOT1.
Btpata )
reTepo3uroTHOCTi K-ras
Hopma (myTaulia 5q) . HexounrposboBanmuii Panus myTaLis
nmoani1 KJIITHH ageHoMa
Brpata ) Btpata
FETBPOSM_FOTHOGTI FETepGSI{IFOHOCTI
|, Mpomixna (myTauis 18q)  Misuz (MyTauis 17q)
ageHoma T ageHoma
IHWi noair
— Kapuunoma » Meracraszu

Ma. 61. Ponp reHETHYHHUX IPOLECIB Y PO3BUTKOBI paKy TOBCTOI KUIIKU

Ha main. 61 mokasaHo pojib F€HETUYHUX MOJIM y MaToOreHe3l paky TOBCTOI
KUIIKH. J[0 HUX BITHOCSTHCS TE€TEPO3UTOTHICTH 3a TIOKYCOM 5¢ (HOpMa), BTpara Ii-
€1 TETePO3UTOTHOCTI, MyTallisi oHKoreHa K-ras 1 T.11. IlepeTBopeHHs 100pOAKICHOT
NyXJIUHU (aICHOMH) B 3JI0SKICHY (KapUUHOMY) BiIOyBa€eThCs 32 PaXyHOK HAKOIH-
YEHHSI MyTalliii Ta BTpaTH TeTepo3uroTHOCTI. [10CIi10BHICTh TEHETUYHUX TIOJTIN HE
Ma€ MPUHIIMIIOBOTO 3HAYEHHS JJ1s1 KiHIeBOro edekty (myxiuuu). Baxiuso, no6 y
KJIITUHI B1aOyaucs Bel noaii. Hanpuknaza, npu BTpaTi rerepo3urotHocti 18¢q 1 17¢q
JI0 TOTO, SIK BUHUKHE MyTallsi K-ras, He Moxke noyaTucs (GOopMyBaHHS aJCHOMHU.
[Tpore, sik TUIbKK BiAOYEThCA MyTallisl B reHl K-ras, cTaais aJlecHOMU Npoue 1y-
K€ MIBUJKO, OCKUTBKM B TKAHWHI BXXE € MEPEAyMOBHU JIJIsi IHTEHCUBHOTO PO3MHO-

YKEHHS KJIITUH 3 IPUYUHU BTPaTH reTepo3uroTHocTi 18q ta 17¢.
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Mai. 62. PogoBoau TphOX OHKOJOTTYHUX CIMEH:

TK — pax ToBCTOi KMIIKH, 13 — pak miANUTYHKOBOI 3a5103u, C — pak cediBHUKA, J — pak
seunuka, I' — pak ropna, II/IH — nmo4yaTkoBa JIOKaJIi3allisl MyXJIMHU HeBimoMa, M — pak MaTKH, Ji
— CMEpTb; YHCIIa MOKa3yloTh BiK BUABJICHHS MATOJIOTi, cCMepTi a00 00CTEeKEeHHS.

Pa3zom 3 ¢hopmamu 35105KICHUX HOBOYTBOPEHb, 110 PO3BUBAIOTHCS HA OCHOBI
yCHaJKOBaHUX MyTarliil (11e 61u3bK0 5% BUIAKIB paKy MOJIOYHOT 3271031 Ta TOBC-
TOI KMILKH), € TAKOXK CIMEMHI CHHAPOMHM, IO CXWISIIOTh 10 paky. € Iia HU3Ka
03HaK HasiBHOCTI TaKMX CUHAPOMIB Y pOJOBOAL: 1) MIMPOKE pO3MOBCIOIKEHHS 3710-

saKicHUX TyxJiuH y poaudiB I ta Il cTymneHiB crnopimHEHOCTI, 2) BUMAIKA CXOXKHUX
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dbopm paky y ONHM3bKUX POAUYIB (HAMPUKIAZ, MOJOYHOI 3aJI03U Ta SIEYHHKA, KU-
IICYHUKA Ta MATKH), 3) HAasIBHICTh JIBOX WICHIB CIM’1 31 CXOKHMMH PIJIKICHUMH (Po-
pMaMu paky, 4) HE3BUYAHHO paHHIN BIK PO3BUTKY OHKOIATOJIOTI, 5) ABOCTOPOHHI
MyXJUHU TAPHUX OPraHiB, 6) CHHXPOHHICTh a00 Oe3mepepBHICTh BUHUKHEHHS ITy-
XJIMH, 7) TMyXJUHU B OpPraHax JBOX PI3HUX CUCTEM y OJHOro iHauBiga. Hivkue
(man. 62) npuBeeH1 TPU POJIOBOIU, OOTSHKEH1 3JI0SIKICHUMH HOBOYTBOPEHHSIMU.

Omnucano Bxke OJU3BKO JBOX JECITKIB CHAIKOBUX CHUHIPOMIB, SIKI BHUSBJIS-
I0Th CIMEHHY CXHJIbHICTh 10 OHKomnaTtosioriil. Cepea HUX — HEMOJINMO3HUNA paK TOB-
CTO1 KHUIILIKHU, aJICHOMATO3HUM TMOJII03, PETUHOOIACTOMA, paK MOJIOYHOT 3aJI03U Ta
a1, JI1st BCIX 1UX 3aXBOPIOBAaHb BiJIOMa JIOKaJi3allis TeHa, a sl JeIKUX 1 Horo
CTPYKTYpa, 110 JO3BOJISIE TIPOBOAUTH X T€HETUYHY NiarHOCTHKY 3aJI0BIO JI0 PO3-
BUTKY ITyXJIUH.

PosrnsnHyTi BUIEe CKIIaI0B1 KaHIEporeHe3y (MPOTOOHKOTECHM, KIIITUHHI OH-
KOT€HH, aHTHOHKOTEHH, BTpaTa reTePO3UTOTHOCTI 32 TEHAMU-CYTIPECOPAMH, 3UCTI-
JICHHS 3 TCHETUYHUMH MapKepaMu) He BUYEPITYIOTh BCI€T PI3HOMAHITHOCTI KOMIIO-
HEHTIB TCHETHYHOT CXMUJIBHOCTI JI0 paKy Ta MPUYHMH MyXJWHHOTO Mpolecy. MokHa
BU3HAYMUTH IIOHAWMEHIIE I11€ JIBl TPYNH CMAJKOBUX XapaKTEPUCTHK 1HIWBINA, IO
CTOCYIOTBCSI KaHIIEPOT€HE3Y, — OCOOJMBOCTI penapaTUBHUX (BiHOBIFOBAIBHUX )
IPOIECIB Ta 010XIMIYHUX CUCTEM B OpPTaHi3Mi.

VY migTpumill AMHAMIYHOI CTa0lIbHOCTI TEHETUYHUX CTPYKTYP KIITHHH, SIKi
BU3HAYAIOTh HOPMaJbHY MOBEIIHKY KJITHHH, ICTOTHY pPOJb BiAIrpaiOTh penapa-
mueni npoyecu. Opravi3m JIOJAUHU Ma€ MPUPOJHY 3JATHICTh O pemaparlii mo-
mkomkenb JIHK (myrariiéi reHiB), siki BUHHMKAIOTh CIIOHTAHHO a0o0 Mij BIIMBOM
cTopoHHiXx ynHHUKIB. CriagkoBi aHomaiii B cucremax penapauii JJHK BenyTs no
37I0SIKICHUX HOBOYTBOPEHb — IMMTMEHTHOI KCEPOAECPMH, CIIaJIKOBOTO HEMOJIIMO3HOTO
paKy TOBCTOI KUIIKH TOIILIO.

bioximiuni cucmemu opraHi3Mmy JIIOJUHU HAJ3BUYAHHO CKJIAJHI Ta pO3ra-
aykeHi. OkpeMi 3 HUX MPEJCTaBICHI TeHeTUYHO moiiMoppuumu Gopmamu. Piz-
HOMAHITHICTh (EPMEHTIB, SKI aKTUBI3YIOTh (€cTepa3u, OKCUI'€HA3W, LIUTOXPOM

P450) abo 3HEemKOKYIOTh (pi3HOMaHITHI TpaHcdepasn) CTOPOHHI AJisl OPraHi3My
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CHOJYKH, BU3HA4Ya€ I1HAMBIAyaJllbHY YYyTJIMBICTH A0 KaHIIEPOTEHHUX (PaKTOPIB.
(uB. po3ain 5.7.1.).

Po3risiHyTi BUIlle 0COOJIIMBOCTI PO3BUTKY Ta MEPEOIry OHKOJOTIYHUX 3aXBO-
pIOBaHb CBiIYaTh MPO TE€, IO aHaji3 POJOBOJIB Ta HAJAHHSI MEIUKO-TCHETUIHOT
KOHCYJIbTAIlll 3 MPUBOAY OHKOJIOIIYHHX MATOJIOTIH € HaJ3BMYaliHO CKJIAJHOIO

CIIPaBOIO.

KonTpoJbHi 3anuTanHs 10 Temu 5.7

1. [TosicHITH 3arajibHUI MeXaH13M XBOPOO 31 CIIaJKOBOKO CXHJIBHICTIO.

2. SIxi rpynu XBOopoO 31 CaJKOBOIO CXWIIbHICTIO Bu 3HaeTe? HaBenith npu-
KITaIH.

3. Ha3BiTh npuunHHU XBOPOO 31 CMIaJIKOBOIO CXUIBHICTIO.

4. SIxi xapakTepHi 0COOIMBOCTI MPOSIBY XBOPOO 31 CMAAKOBOIO CXMIIBHICTIO
MOPIBHSHO 3 TEHHUMH Ta XPOMOCOMHUMU XBOpOOaMu?

5. OOrpyHTy#TE TCHETUYHUN MEXaHi3M XBOPOO 3 MOHOT€HHOK) CXHJIBHICTIO.

6. Ha3BiTh Kepena MpoBOKYIOUMX YMHHHKIB XBOPOO 13 MOHOTE€HHOIO CXU-
JBHICTIO.

7. Ski 3abpynHeHHs aTMOc(hepH € MPOBOKYIOYMMH YMHHUKAMU XBOpOO 13
MOHOTEHHOIO CXWJIBHICTIO?

8. IlosicHITh MEXaHi13M PO3BUTKY XBOPOOM 13 MOHOT'€HHOIO CXMJIBHICTIO MPU
HEJIOCTATHOCTI 0l;-aHTUTPUIICHHY.

9. OOrpyHTYliTe TCHETUYHUN MEXaHI3M Ta Ha3BiTh OCHOBHI CUMIITOMH IIEJi-
aKii.

10. [lo Bu 3naeTe mpo 61070T1YHI areHTH SIK MPOBOKYIOUl YNHHUKU XBOPOO
3 MOHOTE€HHOIO CXUJIBHICTIO?

11. Yum BU3HAYAETHCA MOJITEHHO 3YMOBIIEHA CXUIIBHICTB 10 XBOPOO?.

12. SIki MeToaM BUKOPHUCTOBYIOTHCS JJII BU3HAYEHHS IMOJIIT€HHO CHAKOBOT
CXWJIBHOCTI JJO XBOPOO?

13. Ha3BiTh XapakTepHi BIACTUBOCTI MOJIT€HHUX MAaTOJOTIH.
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14. Yum xapakTepu3yroThCsl HemepepBHI MyibTHdakTopHi o3Haku? [losc-
HITh 11€ Ha IPUKJIAJIl PO3MOAUTY 3HAYEHb apTePlaJIbHOTO TUCKY B TOMYJISALI1 JIFOIH-
HU.

15. Ha3BiTh mpUKIaau EPEPUBUCTUX MYIbTU(HAKTOPHUX MATOJIOTIH.

16. OxapakrepusyiTe 0COOJIMBOCTI yCHAAKyBaHHS NMEPEPUBUCTHX MYJIbTHU-
(akTOpHUX MATOJIOTIH HA MPUKIIAJI PO3LIETICHHS BEPXHBOI IryOU Ta miaHEOIHHS.

17. lllo Bu 3HaeTe mpo MOMIMPEHICTh OHKO3aXBOPIOBaHb cepejl HACEICHHS
Cgity?

18. IToACHITh MOHATTSI «KOHKOTEH).

19. Ha3BiTh MOKJIUBI HUISIXU PO3BUTKY 3JIOSKICHOI Iy XJIMHH.

20. IIlo Take aHTMOHKOIeHU?

21. IlosACHITh TEHETUYHUN MEXaHi3M PO3BUTKY OHKOMATOJIOTII Y pa3l BTpaTu
reTepO3UrOTHOCTI MO T'eHY-CYNPECOpPy OHKOTeHa.

22. Po3KkpuiiTe MEXaHI3M PO3BUTKY OHKOMNATOJIOIIi HAa MPUKIIAl PAKY TOBC-
TOI KUILIKH.

23. Ha3BiTh 03HAKM HASIBHOCTI CXMJIBHOCT1 J0 3JIO0SIKICHUX MYXJHUH Y POJIO-
BOJII.

24, TlokaxiTh pojb pernapaTUBHUX MPOIIECIB Ta O10XIMIYHUX CUCTEM OpraHi-

3MY JIFOJIMHU Y PO3BUTKOB1 OHKOIMATOJOTI].

5.8. OcHoBM thapmaKoreHeTUKu

5.8.1. ®apmakoreHeTuka ik HayKa

dapmakoreHeTuka copMmyBayiacsi B CEpeMHI MUHYJIOIO CTOJITTS Ha MEXI
MEJMYHOI TeHEeTUKH Ta KJIiHI4HO1 apmakosorii. Bona BuB4ae 3aj1eXHICTh peaxilii
OpraHi3My Ha JIKyBaJIbHI 3aco0M BiJ CHajgkoBUX (haKTOpiB, a TAKOXK TI'€HETHUYHI
0COOJIMBOCTI MALIEHTIB, 1110 BILIMBAIOTh Ha (papMaKOJIOTTYHY BiJIIOB1/Ib.

biompancgopmauyia nikysanvnux 3acobie B opraHiami JIOJUHU BijOyBa-
€ThCS M1 BIUIMBOM INeBHUX (pepmeHTiB. Lli pepMeHTH 3a 1ONOMOror0 aKTUBHHMX
LEHTPIB 3B'SI3yIOTHCS 3 JIIKYBaJIbHUMH PEUOBMHAMU Ta MPUCKOPIOIOTH MPOIECH iX-
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HBOT'O XIMIYHOTO MepeTBOpPEHHS. bioTpaHcopmallis JIIKIB MOXE 3I1HCHIOBATUCS
HE OJHUM (EPMEHTOM, a IIJI0K0 IX TPYIOI0, OCOOIMBO B TUX BUITAJIKAX, KOJU XIMi-
YHE NEPETBOPEHHS PEYOBMHHU B OpraHi3Mi MPOXOJUTH y Kiibka eramiB. [[ns kox-
HOTO (pEpPMEHTY XapaKTepHa BHUCOKa crienudiunicTh. BiH kaTamidye nuiie mneBHy
JIAaHKY XIMIYHOTO TMPOLIECY.

Cunte3 gepMeHTiB mepedyBae MmiJi CyBOPUM T€HETHUYHUM KOHTpojeMm. [lpu
MyTarlii BiINOBIAHMX T€HIB BUHUKAIOTh CHAJKOBI TIOPYIICHHS CTPYKTYpHU Ta BJIac-
TUBOCTEN (PEpPMEHTIB — TaK 3BaH1 (pepMeHTonaTii. 3aleKHO BiJ XapakTepy MyTauii
reHa 3MIHIOEThCS WGUOKICMb cuHme3y pepmenmy ad0 CUHTE3YETbCS AMUNOBUTL
depmenm.

Jlo mepiiioi rpynu BiTHOCSTLCS 2eHU, W40 KOOyiomb (hepmenmu diompanc-
gopmauii, ma zenu peuosun-mpancnopmepis, mo O0epyTh Y4acTh B YCMOKTYBaH-
H1, PO3IO1JI1 Ta BUBEICHHI JIIKYBaJIbHUX 3aC001B 3 OpraHi3My. Y Halll 4ac aKTUBHO
BUBYAETHCS POJIb TCHIB, SIKi KOHTPOJIIOIOTH CUHTE3 1 POOOTY (hepMeHTIB Oi0TpaHC-
dbopmarrii nikiB, Hanpukiay i3opepmeHTiB uToxpomy P-450. B octanHi poku mo-
yaTe BUBYEHHS BIUIMBY Ha (DApMaKOKIHETHKY JIIKyBaJIbHUX 3aC001B MOJIMOP(I3MY
TeHIB PEUOBUH-TPAHCIIOPTEPIB JIKYyBaIbHUX 3aCO0IB..

Jlo npyroi rpymu BiIHECEH] 2eHU, W0 KOOYIOMb «MOJEKYAU-MIUeHD» JIIKy-
sanbHUX 3aco0ie (peuentopu, GEpMEHTH, 10HHI KaHAIIN), a TAKOXK T€HH, TPOTYKTH
AKUX OepyTh ydacTh y MATOT€HETUYHHX Mpouecax (pakropw 3ropTaHHS KpPOBI,
anoJinonporeinu Touo). CaMe BUSABIEHHS KOHKPETHUX alelIbHMX BapiaHTIB LIMX
TCHIB 1 € CYTTIO ()apMaKOTEHETHYHUX TECTIB. 3aCTOCYBAHHS TaKUX TECTIB 103BOJISIE
3a3/aerib BU3HaUatu (hapMaKoJIOridyHy BIAMOBIAL HA JIIKYBaJIbHI 3aco0wH, a, OT-
e, IHAUBIyaTi30BaHO MITIATHA 10 BUOOPY JIIKIB Ta PEKUMY X J103yBaHHS, a y Je-
SKUX BUNAJKaX 1 TAKTUKH BEJICHHS MarfieHTiB. Yepes 11e ¢hapMakoreHeTHKa BBaXka-
€THCSl OJHUM 13 MEPCIEKTUBHUX HAIMPSIMKIB TaK 3BAHOI MEPCOHANI308aHOT Medu-
UUHU.

3aBgaHHSAM KJIiHIYHOI (PapMaKOTEHETHKH € TaKOoX po3poOKa METOIB jiar-
HOCTHKH, MPOQPIIAKTUKH Ta KOPEKLIi HETUIIOBOI BIJIMOBI/I OPraHi3My Ha [0 JIKY-

BAJIbLHUX 3aCO01B.
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CrnaakoBi ¢akTopu, 110 BU3HAYAIOTH HETUIIOBI peakilii Ha JIKyBaJIbHI 3aCO-
Ou, B OCHOBHOMY MarOTh O10XiMiuHYy nipupoay. Haitgacrime 1ie HegocTaTHICTD ¢e-
PMEHTIB, SIKI KaTali3yloTh 010TpaHcpopMallito mpenapariB. ATUIOBI peakiii Ha Ji-
KyBaJIbHI PEYOBUHU MOXYTb CIIOCTEpIraTUCS TAKOX IMPHU CIAJKOBUX MOPYLICHHSIX
00OMIHY PEUOBHH.

MeaunnHa CTUKA€ETHCS 3 PI3HOMAHITHUMH YCKJIAQIHEHHSIMH MEINKAMEHTO3-
HO1 Tepamii. [lo-mepire, 1ie miaBUIEHa YYTIUBICTH MAIlI€EHTA /IO JIIKIB HAa 3Pa3o0K
nepe03yBaHHs, X04a MallleHTy MPU3HAaYeHa J103a, 1110 BIINOBIIa€ HOTo BIKY Ta Ma-
ci tina. ITo-npyre, moBHa abo yacTkoBa BIICYTHICTH JIIi JIIKIB Y J€SKUX XBOPUX Ha-
BITh IIpH 301IbIIeHH] 103H. [lo-TpeTe, HexXapaKTepHi peakiiii Ha JIIKA BCyneped To-
My, YOO MOKHA 0yJi0 O YeKaTH, BUXOASYM 3 MEXAHI3MY /111 TaHUX JIIKIB.

3Bajkaro4yu Ha Te, 10 I'€HETUYHI 0COOIMBOCTI maricHTa Ouibm, HIK Ha 50%
MOXKYTh BU3HAYaTH HEAJEKBATHY (apMaKoJIOT14HY BiAMOBi/b, IKOT MU HE YEKAEMO
BiJ JiKiB (X HeeQeKTUBHICTh a00 PO3BUTOK HEOAXKaHUX HACIIIKIB), TIEpPCOHAII3A-
I1is 3aCTOCYBAaHHS JIIKIB HA OCHOB1 caMe TeHETUIHUX JOCIIDKCHb € HalOUIbII TIep-
CTIEKTUBHUM HAMPSIMKOM.

[lepemnik niKyBaabHUX 3aC001B, IPU 3aCTOCYBaHHI IKUX HEOOX1THO BUKOPHC-
TaTu (papMaKOreHeTUYHE TECTYBaHHS, IIBUAKO PO3IIMPIOETHCSI. B OCHOBHOMY 1ie
JIKH, TPHU 3aCTOCYBaHHI SIKMX MOXYTh BUHUKHYTH MNpoOJieMH €()EKTUBHOCTI Ta
oe3neku. B nanuit yac po3poOisitoThCs papMaKOTeHETUYHI TECTH, 10 JO3BOJISIOThH
BUOMpaTH HalOUIbII e(DEKTUBHI JJIsl KOHKPETHOTO Mall€HTa 3aC00H, 1110 3HUKYIOTh
apTepiayibHUM TUCK, 800 MPOTHATEPOCKIEPOTUYHI 3aCO0H, 10 TOTO K Yy MiHIMAJIb-
HUX no3ax. KpiM Toro, 3actrocyBaHHs Takoro (apMakOreHEeTHYHOI'O TECTyBaHHS
Hajae OUTbIIY BIIEBHEHICTb JIIKAPEBl CTOCOBHO MPU3HAYEHHS THX Y 1HILIKX Ipena-
patiB. Hampukiazn, okpemi aHTUKOATryJSIHTUA PIIKO MPU3HAYAIOTHCS HE TUIBKU Ye-
pe3 HEMOXJIUBICTh MOBHOI[IHHOTO KOHTPOJIO 3CiIaHHS KPOBI, ajie i 4yepe3 Te, L0
JiKapi moOOIOI0THCS PO3BUTKY KPOBOTEY. SIKIIO K aHTHKOATYJSHT NMPU3HAYAE€THCA
3 BUKOPUCTaHHSAM (PapMaKOT€HETMYHOTO TECTyBaHHSA, TO JIKAp MOXE OyTH YIIeB-

HeHul y Oesneni nauienTta. [{o pedi, 3acTocyBaHHs (papMaKOr€HETUYHOTO TECTY-

193



BaHHS MOJK€ IMIBUILIUTH NPUXUIBHICTH XBOPOIO JI0 JIKYBAaHHS, OCKUIbKU BiH 3HAE,

10 JIiKap IpU3HAYMB HOMY Ipenapar y A031, 0 MiAXOAUTh came HoMy.

5.8.2. ®apmakoreHeTH4HI aCNEKTH CIAJKOBHUX MATOJIOTIi

ATHIIOBA TICeBIOXOJIiHecTepa3a. Y CUPOBATI KPOBI Ta PI3HUX TKaHUHAX
MICTUTBCA (DEPMEHT TICEeBIOXOJIIHECTEPA3a.

VY OutbLIocTi ArOAEH MiJl 4ac MPOBEJICHHS XIpypriyHUX ONEpalliil micis BHY-
TPIIIHBOBEHHOIO BBEJCHHS PO3YHMHY I[EBHUX JIKIB (MIOPEIAKCAHTIB) HACTyINae
po3ciabiieHHs CKEJIETHUX M's31B, IO MPUBOAUTH 10 3yNMUHKH nuxaHHs. L{sg peakiis
TpuBae npoTsiroM 2-3 xB. HeBenmka TpuBaiicTh i MiOopeslakCaHTy 0OyMOBIIEHA
THM, IO 1] BILTMBOM IICEBI0XOJIIHECTEpa3H BiH MBUIKO PYHHYETHCS.

OnHak y AesKuX JI0ACH mapaiid MyCKyJaTypH Ta 3yNHWHKA AUXaHHS TPUBa-
10Th 1-2 rojiuHu 1 OUIbIIE B PE3YNbTATI PI3KOT0 3HUKEHHS aKTUBHOCTI CUPOBATKO-
BO1 1ceBoxodiinectepasu. [lpu oOcTexeHH1 poAryiB XBOPUX 3 aTUIIOBOIO MCEBIO-
XOJIIHECTEPa30t0 0yJIO BCTAHOBJICHO, IO B 0araTh0X 13 HUX TaKOXX 3HUKEHA aKTH-
BHICTb IIbOTO (DEPMEHTY Ta BIAMOBIIHO IiIBUIIIEHA YYTJIIMBICT 0 MIOPEIAKCAHTY.
VY takuii crioci6 OyB JOBEACHUHN CIIaIKOBUN XapaKTep JaHO1 MaTOJIOrIi.

BBaxaeTbcs, 110 CUHTE3 OIKOBOI YaCTUHU MOJIEKYJIU MICEBI0XOJIHECTEpa3u
3a0e3meuyeThesi CTPYKTYpHUM renoM E” . BimomMo /Ba MyTaHTHHX ajiejisl bOro Te-
Ha E° ta F/, sxi CpHYMHSIOTH YTBOPEHHS aTHIIOBHX MOJEKY] (DEPMEHTY, L0 Biji-
PI3HSAIOTHCS BiJl HOPMAJIBHUX CBOIM aMIHOKMCJIOTHUM cKiagoM. JlegekT ycmaako-
BYETHCSl 32 ayTOCOMHO-PELIECUBHUM THUIIOM. AHOMaJIbHI ajieli BIAPI3HSAIOTHCS 32
cunoro tiposipy. Y romosurot E'E*ta E'E i rereposuror E°E natonoriunmii edext
nposiBisieThest moBHicTio. [ereposurotn E'E tTa E“E' MatoTh HOpMalbHY aKTHB-
HICTb IICEBJOXOJIHECTEPA3H.

Yacrora naronorii y nonyssisax €spomnu ckiaaae 6au3bko 1:3500 HoBoHa-
pomkeHux. Y nomysmisax A3zii Ta AGpuku aHOMaIbHI ajiesl ICeBA0X0IIHECTEepas3H
3yCTPIYaIOThCS Jy>KE P1JIKO.

HepocTraTHicTh 1i110k030-6-gocataerinporenasu. JIo po3noBCIOKEHUX
CIIaJIKOBUX aHOMaJIiii hapMaKopeakiliii BIIHOCUTHCS TaKOX HEOCTATHICTh (hepme-
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HTY TJTI0K030-0-pocdartaerinporenasu (aus. po3ain 5.7.1.). Kinbkicts monei 3 Ta-
KUM JIe(heKTOM Bapitoe B pi3HUX nomysasiisnx Big 0 1o 15%.

['rok030-6-hocdaraeriiporenasa Bilirpac BaXXJIMBY poJib B OOMiHI ByTJie-
BOJIB, y TOMY YHCJIi B EPUTPOIUTAX, /Ie BOHA 3a0€31euy€e HOpMaJIbHY TPOHUKHICTh
MeMOpaH epUTPOLMTIB, yOepiralouu ix BiJl OKUCHOI Jii PI3HUX PEUYOBHH, Y TOMY
YHCII U JIIKIB.

[Ipn HEmocTaTHOCTI TIIOK030-6-pochaTaeriIporeHasu MpuioM ACSIKUX JIi-
KyBaJIbHUX 3aCO0IB BEJI€ 10 MACOBOI0 PYMHYBaHHSI €PUTPOLUTIB (FreMOIIi3y) BHa-

["ocTpuil remoiti3 ynepiie CnocTepiraii B aMepUKaHChbKUX HErpiB NP MpHU-
HOM1 OHOTO 3 MPOTUMATISAPIMHUX NpenapartiB. ['emoniTuuHa Kpu3a po3BUBajIacs y
10% marmientiB. HacTymHi 610XiMi4HI Ta TeHETHUYHI JOCIIKEHHS IMOKa3aJd, 10 Y
TaKMX XBOPHUX aKTUBHICTh TJIIOK030-6-(ocdaraeriaporenasu He nepesuirye 15%.
BusiBumnocs, 1mo KOHTPOJIb 32 CHHTE30M TIIOK030-60-hochaTaeriiporenasu 3iiic-
HIOETBCSL TeHOM Y6PD, nokaii3oBaHUM y JOBroMmy Iniedi X-xpomocomu (Xgq28).
AHOMaJBHUHN ajieNib YCIaJKOBYEThCs periecuBHO. Cepen >KiHOK XBOPIIOTH JIMIIE
TOMO3HUTOTH 332 aHOMAJIBHUM aJIeJieM, a Cepe]] YOJIOBIKIB — yCl1 HOCIT IIbOTO aJessl.

Sk mpaBuio, XBOpoOa MOYMHAETHCS PANTOBO: 3'SBISIETHCS O3HOO 1 pi3ka
Ca0OKICTh, 3HM)KYEThCSA KUIBKICTh €pUTPOLIMTIB 1 PO3BUBAETHCS CTaH, 3arpO3IUBUN
JUISL KUTTS. Piaine mepiiMu CUMIITOMaMH € TOJIOBHUM O11b, COHJIMBICTh, OJIFOBaH-
HSI, >)KOBTSIHHIIA, SIK1 ITOB'SI3aH1 3 TEMOJII30M.

Jlronelt 3 HEMOCTATHICTIO TIIOK030-6-hocdaTaeriaporeHass BapTo Mmomnepe-
JOKATH PO HeOe3IMeKy 3aCTOCYBaHHS BiMOBIIHUX MPEMapariB, a TAKOX MPO HEO0O-
X1AHICTh BHUKJIIOYEHHS 3 XapyoOBOI'O palioHy KIHCBKHX 000iB, arpycy, 4epBOHOI
CMOpPOJIMHHU.

HenocratHicts N-anerunrpancdepasu. Hesnos3i micis BIpOBaPKCHHS B
MEANYHY MPAKTUKy MNPOTUTYOEpPKYJIbO3HOTO Mpemnapary i3oHiazuay (TyOasuimy)
OyJ10 BHUSIBJICHO, IO IEPEHOCUMICTH IHMX JIKIB Y XBOpUX HeojaHakoBa. OHI XBOPi
NEePEeHOCTh Npenapat 1o0pe, y TOW Yac AK B 1HIIUX BUHUKAIOTh TSDKKI MOOIYHI pe-

aKiii — TOJOBHUH O17b, 3aIIaMOPOYCHHS, HYI0Ta, OJFOBaHHS, 001 3a TPYIUHOIO,
195



JPaTIBIMBICTh, OE€3COHHS, CEPLEOUTTS TOIIO. B OCHOBI 1HAUBITyaJIbHOI Yy TJIUBOCTI
OpraHi3My 10 130HIa3M]ly JISKUTh HEOJAHAKOBA IHTEHCHUBHICTh HOT0 3aCBOEHHSI.
biorpancdopmariis  mporo - mpemapary — 3I1IHCHIOETbCS  3a  yvacTi  N-
anerunTpancdepasu — GEpMEHTY, IO MICTUTHCS B MEUIHIN JIFOAUHU (IUB. PO3JLI
5.7.1).

AKTHUBHICTH IIbOTO (PEPMEHTY T'€HETHYHO OOYMOBIICHA 1 Y PI3HUX JIIO/IeH He-
onHakoBa. byno BUSIBIEHO, MIO MiCis OJHOPA30BOTO MPUHOMY 130HIA3UAY OJHI
XBOP1 BUAUISAIOTH 13 ceuero 6-7% MOXITHUX LOTo Mpenapary, a il — yaBidl 0iib-
mie. Y MOBUIBHUX 1HAKTUBATOPIB KOHLUEHTpALls 130H1a3Uy B KPOBI 3aBK/IH 3HAUHO
BUIIIE, HIK Yy MBHUAKUX. [IpoIieHTHE CIIBBIIHOIIECHHS MK MOBUIBHUMHM Ta IIBHU-
KUMH 1HAKTHUBAaTOpPaMU 130HIa3UJly CEpell HACEJICHHSI KOJMBAETHCS Y BEIUKUX Me-
*ax. Hampukiazn, moBUIbBHUMH 1HaKTUBAaTOpaMH € TiTbkH 5% eckimociB Ta 45%
aMEpHUKaHIlIB, 1HIII IHAKTUBYIOTh 130H1a3U]] MIBUAKO. UKCIIO MIBUJIKUX 1HAKTUBATO-
poB y 3axinHiit €Bpomni Ta [naii nocsirae 50%, a B Anownii - 90-95%.

Henocrarnicts N-anerunrpancdepasn yCHmagkOBYEThCS 32 ayTOCOMHO-
PEIECUBHUM THIIOM.

Po3xomkeHHss y mBUAKOCTI MeTabOi3My 130HI1a3Uy Maji0 BIUITMBAIOTH Ha
pe3yibTaTH JIIKYBaHHS TyOepKyJbOo3y, aje BOHM 3HAYHOIO MIpOIO MO3HAYAIOTHCS
Ha YacTOTI MOOIYHMX peakuii mpemapaTy. Y MOBUIbHUX 1HAKTHUBATOPIB MOOIUHI
e(eKTH BUHUKAIOTh HabaraTo yacTiIme.

[Tpu npu3HayeHH1 130H1a3U1y XBOPUM Ha TyOEpKYyJIb03 HEOOXITHO BPAXOBY-
BaTH MIBUAKICTh HOro MeTabomi3my. 3a IHIINX PIBHUX YMOB Yy IIBUIKHUX 1HAKTHUBA-
TOPIB 130HIA3K/1 3aCTOCOBYIOTH Y OLIBIINX /J103aX, HIK Y MTOBUIBHUX 1HAKTHBATOPIB.

[IBuaKICTH 3aCBOEHHS MOXE OyTH Pi3HOIO HE TUIBKH JIJISl 130HI1a3Uly, ajie i
JUTSI THIINX JIIKAPCHKUX MPEnaparib - Cyib(paguMe3uny, T1Ipana3uny, Mpa3o3uHy.

HenocratHicth kaTtanasu. @epMeHT KaTasiaza pylHye NEPEKUCH, 10 YTBO-
PIOIOTHCSI B OpPraHi3Mi, a TaKOk Oepe y4acTh y MeTa0oJ1i3Mi €THIOBOTO Ta METHII-
oBoro crupty. [l miero kaTana3u yTBOPIOETHCS BEMYE3HA KITBKICTh APIOHUX Y-
XHUPIIB MOJIEKYJISIPHOTO KHCHIO. Ha IboMy 3acHOBaHE 3aCTOCYBaHHs PO3UMHIB Tie-

pPEKHCY BOAHIO B MEAWYHIN NPAaKTUL1 111 00poOKU paH, BUpa3ok 1 T.1. Ilpu HOp-
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MaJbHIN aKTUBHOCTI KaTaja3u MEPEKUCH, SKI YTBOPIOIOTHCS B OpPraHi3Mi, HE BCTH-
rar0Th OKUCIISITH €HAOTC€HHI PEYOBUHU, Y TOMY YKCII1 T€MOIJIO01H.

[ToBHa BiACYTHICTh KaTajla3u B KPOBI Ta TKAHMHAX OPraHi3My CIPUYUHIOE
XBOpOOY, sIKy OyJIO Ha3BaHO akaTaiasi€ro. Akarana3is yCIaJKOBY€EThCS 32 ayTOCO-
MHO-pPELIECUBHUM TUINOM. BOHa 3BHYalHO MPOSIBISIETHCS Y MITITKOBOMY BiIll TO-
BTOPHUMU BUPA3KaMU SICEH, K1 BAYKKO 3arOI0I0THCA.

VY OunbIll BaXKKUX BUMAJAKAX BUHHUKAE allbBEOJISIpHA TaHTPEHa, aTpodist sSCeH,
BUIAJIHHA 3y0iB. 350sKicHa QopMa akaTanas3li XapaKTepU3Yy€eThCsS MOLIMPEHHSIM
TaHTPEHH HA M'sIKI TKAHWHU Ta KICTKH IIenien. BupakeHux 3MiH B €pUTPOILIUTAX HE
B110YBa€ThCS, TOMY II0 y KPOBI Ae(PIIIUT KaTanazu KOMIEHCYEThCS 1HIIMMU (ep-
MEHTaMH.

JIroqu 3 akaTasia3i€ro MarOTh BUCOKY UYTJIUBICTh A0 CIUPTHUX HAIMOIB yepes3
3MEHIIECHHSI IIBUIKOCT1 OKHCIIIOBAHHS €TUJIOBOTO CIUPTY.

JlixyBaHHs akaTana3li CHMIITOMaTUYHE.

Kpim nepepaxoBaHux BHIIE, Ha JaHWW Yac BHBYEHO B)KE OaraTo BHIAIKIB
aHOMAJIbHUX PEaKlii Ha JIKU [PHU PI3HUX CMAJKOBUX XBOPOOax.

Tak, Hanpukiana, nedyiHkoBa mopgipisi 3arocTprOETHCA TPU TPHUHOMI TTPO-
TUCYJIOMHUX TIpernapartiB, JICSIKUX CHOJIMHMX — 0apOiTypariB, Ta 3HEOOTIOIOUUX —
aM1JIOMIPHUHY Ta AHTUIIPHUHY.

IlepBrHHA moAarpa 3aroCTPIOETHCS NMPHU BXKUBAHHI aJIKOTOJII0, CEYOTIHHUX
3ac00iB. A MpH CHAJAKOBUX 3aXBOPIOBAHHAX OOMIHY OuIipyOiHy — CHHApOMAax
Kunnoepa Ta Kpuriepa — Hasipa npotusaminigai 3acobu 3 ecTporeHaMu BUKJIIH-

KalOTh 3aroCTpCHHA 3 IIPOABAMU Y BI/IFHHI[i }KOBTSIHI/IHi.

KoHTpoJibHI 3antuTaHHs 10 TemH 5.8

1. aiiTe BU3HaUY€HHs (PapMaKOT€HETUKH SIK HAYKH.
2. Ha3BiTh OCHOBHI 3aB/IaHHs (hapMaKOTCHETHKH.
3. IlosicHITh, KUM YHMHOM BIIOYBa€eThcs OlOTpaHcpopMallisl JTIKyBaJIbHUX

3ac00iB B OpraHi3Mi JIFOAUHU?

197



4. OxapakTepu3yuTe OCHOBHI YCKJIQJHEHHSI Cy4acHOT MEIUKaMEHTO3HOI Te-
pariii Ta iX IpUYHHH.

5. 1o Take papmakoreHeTUUHE TECTYBaHHS? Y SIKUX BHUIAJKaxX HOTO 3aCTO-
coByI0Th? HaBemiTh mpuKIIaIu.

6. SIlkuM YrHOM HeTHroBa (papMakoJOTiUHA Peakilisl MmarjieHTa MoB’si3aHa 3
HOro TreHETUYHUMH OCOOITMBOCTSIMMU?

7. SIki cmagkoBi mMatoiorii, mo MmoTpeOyoTh (PapMaKOTeHETUYHOTO TECTY-
BaHHs, Bu 3HaeTe?

8. Illo Take HepocTaTHICTh KaTayia3u Ta N-auerunrpancdepasu? Sk BoHU
MPOSIBIISIIOTHCA Y TIALIEHTIB?

9. Ha npukiajai HeI0CTaTHOCTI TII0K030-0-(hocdaTaeriaporeHasu ta aTUIo-
BO1 TICEBOXOJIIHECTEPA3U MOSCHITH 3aJCKHICTh (hapMaKOpeakiliid JOIUHU BiJl ii

0COOJIMBOCTEM FEHOTHITY.

5.9. MNpodpinakTnka cnagkoBMUX NaTosorin

5.9.1. ConiajbHi Ta MeAMYHI ACIIEKTH CNIAJAKOBHX MATOJIOTIH

VYci crmaakoBi MaTojorii JIOAWHU BU3HAYAIOTHCS CYKYITHICTIO MYTAaIlld, sKi
oJieprKaHi BiJ] MOMEPEe/IHIX MOKOJIiHb Ta BUHUKIW 3aHOBO. HacinijikamMu Takoro my-
TaIIHOTO BaHTaXy € MiJBUINCHA MTOTpeda B MEIUYHIN JOTIOMO31, COLIIbHIN OITi-
11 Ta 3HUKEHA TPUBAIICTD KUTTS XBOPHUX.

Bigomo, o MeanuHy J0onoMory ocodam 13 CaJKOBUMH MATOJIOTISIMU TIPHU-
XOJIUTHCS HaJlaBaTu 6 5-6 pa3zie uacmiuie, HiX 1HIIUM XBopuM. CriagikoBa XBopo0Oa
NOTpeOy€e BEIIMKOTO 00CATY MEIUYHOT JOTIOMOTH, a 1HOJII i MOCTIHOTO JIIKYBaHHS.
Kpim TOro, HasBHICTh CITaJIKOBOI aHOMAJIii 3HAYHO IMABUIITYE PU3UK 1HMEKITIHHNX
3aXBOPIOBaHb, OTPUMAHHSI OIIKIB, TPABM TOIIIO. biibille TOTO, Il OCTaHHI BUHUKA-
I0Th YacTIile, MPOTIKAIOTh BaXK4€ 1 JOBIIE Y 3B'I3KY 3 MEHIIMMH MOKJIMBOCTSIMHU
MNiATPpUMaHHS 010XIMIYHOTO, IMyYHHOT'O Ta TOPMOHAJIBHOTO TOMEOCTa3y Yy XBOPHX

Ha CIaJIKOBY XBOpoOy (Tadi. 9).
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JI1st XBOpUX Ha CHAJKOBI NATOJIOTI IepeadayeHl Takl euou oonomozu: 1)y
BUIIAJKY BPOJUKEHMX BaJl PO3BUTKY — AUTSUA XIPYpris, 2) NP XPOMOCOMHHX XBO-
pobax — couiangbHa MiATPUMKA, 3) MPU F'€HHUX XBOPOOaX — MEAUYHE JIIKyBaHHS Ta

coIfiaJibHa MATPUMKA.

Tabmums 9. Hacnigku cnaakoBHX aHOMAaNiil y po3BMHEHUX KpaiHax (3a na-

Humu BOO3)

Cepenns Hacminku (%%)
qacToTa . _
AnoMartii Ha 1000 Pamis XpOHUlq- anlmHe
HOBOHAPO/IKe- eMepTD HUH JKyBaH-
HIIX CTaH HSl
TspKKi BpOKeHi Baau 30 2 24 54
PO3BUTKY
XPpOMOCOMHI XBOpOOH 4 34 64 2
['enni xBopoOu 10 58 31 11
Pazowm 44 31,3 29,2 39,5

Tpueanicme ycummsa XBOPUX 13 CHATKOBOIO MATOJIOTIEIO 3aJICKUTh B (O-
pMU XBOpOOHU 1 piBHS MeAUYHOI fonomoru. HaBiTe y kpaiHax 13 pO3BUHEHOIO CHC-
TEMOIO OXOPOHU 370poB’st HE MeHIe 50% yCIX CMagKoBO XBOPUX YMUPAE B JIUTSI-
yomy Bill. CepellHsl TPUBAIICTh KUTTS XBOPHUX 13 CHAJKOBOIO marojoriero Ha 20
POKIB HHKYE cepeIHbOro nokasHuka (50 pokis 3amicTs 70).

[Ipo couianvne 3nauennsa npoghinakmuku criaIKOBUX XBOpOO CBITYUTH 1H-
BaJIIIHICTh XBOPUX Ta EKOHOMIYHI BUTPATH Ha iX yTpumaHHs. [IpoTsirom OaraTthox
POKIB Taki XBOp1 HE MOXKYTbh cebe oociyropyBaTtu. 3 1000 HOBOHapomKeHUX OJu-
3bKO 5 € «KaHauaTaMW» Ha 0araTOpiuHy BaXKKY 1HBaJIIJIHICTh 3 TUTUHCTRBA.

[Topsan 13 MEOMYHO-COIIANBHOIO 3HAYMMICTIO TPO(MITAKTUKHA CHAJIKOBUX
XBOpPOO HE MEHIIE BAXXJIMBUMH € HCUXOI02IYHI acheKmu B CIM'T 32 HAIBHOCT1 XBO-
poi auThHHU. TSDKKICTE XBOpPOOM Ta MPOrpecyrove MOTIPIICHHS CTaHy XBOPOTO
CTBOPIOIOTH aTMoc(epy IMCHUXOJIOTIYHOI HAMPYKEHOCTI HaBITh Yy TyXKE NPYKHHX

ciM’sax. [Toapyxxs abo poaudi 3’sICOBYIOTh (200 Mi03PIOIOTh), XTO «BUHYBATHI»
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y HapoOKEHH1 XBOPOi IUTUHU. HenmpocTo BUPIMIMTH B CIM’i TAKOXK MHUTAHHS MPO
nepenayy AUTHHHU B IHTEPHAT, SIKIIO BOHA *UBe 3 Oarbkamu. Kpim Toro, mocriii-
HUH JIOTJISAJ 32 XBOPOIO IUTUHOIO BUMAara€e BEJIMKUX MaTepialbHUX, MOPATbHUX Ta
(b13MYHMX 3aTpaT, M0 TeXK BUKIUKAE KOHMIIKTH.

HeoOxigHicTh NpOoGIIAKTUKH CIAJAKOBUX XBOPOO AUKTYETHCS TAKOX 1 3aKO-
HOMIPHOCTSIMH iX PO3MOBCIO/KEHHS B momyJsaii. L{i xBopoOu mepeaaroThes 3 mo-
KOJIIHHS B MOKOHHSA. [Ipy mosinimerHi MeIUYHOi TIOITOMOTH TaKi XBOP1 HE TUIBKU
JIOBIIIC )KUTUMYTh, III0 aBTOMATHUYHO ITiIBUIIYE YHCIIO XBOPHUX 13 CHIAJKOBOIO MATO-
JIOTI€X0 B MOMYJISALIT, ajie ¥ nepe1aBaTUMYTh MyTalli HACTYITHUM OKOJIIHHSIM.

VY 3B'S13Ky 3 IJITaHOBAHUM PO3MIPOM CIM'T (IepeBakHO 1-3 TUTHUHM) PI3HULS B
KUIBKOCTI IT€H MK 3TOPOBUMU Ta CHAJKOBO OOTSDKEHUMU MOJPYXOKSIMU HIBEIIO-
etwest. [Ipuponuuii 1001p mepecTae peryaoBaTh YUCEIbHICTh TOTOMCTBA. Y CHaj-
KOBO OOTSDKEHMX CiM’siX OyBae Olibllie BariTHOCTEH. 3p03yMisio, 110 YacTHUHA 3 HUX
3aKIHYYETHCA 3aru0esuIi0 MOTOMCTBA Ha PI3HUX CTAJlISIX MPEHATATLHOTIO PO3BUTKY.
OpHak KUIBKICTh KUBHX JIITEH y CIIAJKOBO OOTSHKEHHMX CiM’SX Taka K, K 1 B HE00-
TsDKeHUX. YacTuHA IUX MITeH € TeTepPO3UTOTHUMHU HOCISIMA aHOMAJIbHOTO ayens i
OynyTh miepenaBaTH HOTO CBOIM Hamrajakam. BHacnmiiok mporo Oyne miarpumyBa-

THCS MABUIIEHA YaCTOTa MATOJIOTIYHOTO ajiejsl B MOIYJIAIIIT.

5.9.2. 3aranbHi npuHUUNH NPOPUIAKTUKH CIAAKOBHUX MATOJIOTIH

CriagkoB1 NaToJIOr1i 3 TOYKH 30py NPO(MUIAKTUKY JOLUIBHO MOAUINTHA HA TPU
Kateropii: 1) 3aHOBO BUHHKaroui MyTamii (Iepir 3a BCE MOPYIICHHS KiTbKOCTI
XPOMOCOM Ta TsKKI (pOpMU JJOMIHAHTHUX MYTalliif), 2) XBOpoOH, yCraJaKoBaHi Bij
MOTIEPETHIX TOKOJIIHb (K Te€HHI, TaK 1 XpOMOCOMHI), 3) XBOpOOH 13 CHaJKOBOIO
CXHWJIBHICTIO.

[IpodinakTrka cmagkoBUX MATOJOTIH MOKe OyTH MEPBUHHOIO, BTOPUHHOIO
Ta TPETUHHOIO.

IlepBunHa npodinakTuka nepeadavyae MonepeKEHHs 3a4arTsi XBOPOI -
THHH. 3IHCHIOETHCS 1€ TJIAaHYBAHHAM HAPOJHKEHHS JITEH Ta MOIMIICHHSIM >KUT-
TEBOTO CEPEIOBUILA JTIOIUHHU.
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Ilnhanysanna napooxcenna Oimeil 301MCHIOETHCS 32 TPbOMa OCHOBHUMU
MPUHIIUIAMHU.

[To-nepiuie, e — oNTUMAIBHUN PENPOAYKTUBHUMN BIK, AKUH TSl AKIHOK CKJIa-
nae 21-35 pokiB. Hanro panni abo mi3HI BariTHOCTI 30UIBIIYIOTh PU3UK HApO-
JUKEHHS IMTUHU 3 BPOKEHOIO MaTOJIOTIEL0.

[To-npyre, BigMOBa B AITOPOJAIHHSA y BUMAJKaX BUCOKOTO PU3HMKY CIIaJIKO-
BO1 4M BpojpkeHoi marosorii. [{e oco6nuBo OaxkaHe 3a yMOBHU BiJICyTHOCTI HaJliii-
HUX METOJIB NpeHaTaJIbHO1 JIarHOCTHKHU, JIIKyBaHHS, ajanTaiii Ta peadumiTarii
XBOPHX.

[To-TpeTe, BiiMOBa BiA JITOPOJIHHS B OJIM3BKOCIIOPIAHEHUX HIT00ax, a0 B
UIF00ax MiX ABOMA F€TEPO3UTOTHUMHU HOCISIMU aHOMAJILHOTO I'eHa.

Honinwenna yxcummesozo cepedosuuia TOTUHA TTIOBUHHO OyTH CIIPSMO-
BaHE NEPEBAKHO Ha TOIMEPEHKCHHS BUHUKHEHHS HOBHUX MYyTalliil. 3M1HMCHIOETHCS
1€ IUIAXOM JKOPCTKOTO KOHTPOJIKO BMICTY MyTareHiB 1 TEpaTOreHIB (PEYOBUH, SIKI
CIPUYMHIOIOTh HAPOKEHHS JITEH 3 BaJaMu PO3BUTKY) Y HABKOJHUITHBOMY Cepe-
JTIOBUIIII.

JlocmimKkeHHsT ToKa3ain, M0 MYTAIIHHUN TIPOLEC Y JTIOJACHKUX MOMYJISAIIsNX
MPOTIKAE TOCUTH 1HTEHCUBHO. Tak, 0au3bko 20% ycixX CragkoBUX XBOPOO y KOXK-
HOMY ITOKOJIIHHI 3yMOBJIEHI HOBUMH MYTallIsIMU.

Bropunna npoginakTuka 371HCHIOETECS NUIIXOM HPURUHEHHA 8A2IMHO-
cmi y pa3l BUCOKOI BIpOT1HOCTI 3aXBOPIOBAHHS IOy a00 MPEeHATAIbHO JiarHOC-
TOBaHO1 XBOpoOHu. Lleil 3axig MoKHA 3A1MCHIOBATH TUIBKU y BIJIIOBIJIHI TEPMIHU Ta
3a 3roJI0I0 KIHKU. 3BUYANHO MPUIIMHEHHS BariTHOCTI — HE HallKpalle pillleHHSM,
ajie CbOrOJIHI BOHO € €JMHUM MPAKTHUYHO NPUAATHUM MNpPU OUIBLIOCTI TSDKKUX 1
CMEpTEIbHUX IeHETUYHUX JAC(EKTIB.

Tperunna npodinakruka. Ilig TpeTuHHOIO NPODUIAKTUKOI CHATKOBOI
TIATOJIOT1] PO3YMIETLCS KOpeKyia npoagy anomanvhux 2enie. Tpernnna mpodina-
KTHKa 0COOJIMBO YCIIIIITHA MPU XBOPOOAaX 13 CHAJAKOBOIO CXUIIBHICTIO. 3 ii J0MOMO-

rOI0 MOXKHA TOOMTHUCS MTOBHOT HOpMaJTi3allii a00 3HMKEHHS CTYIEHIO MPOsIBY MaTO-
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JoriyHoro npouecy. i nedkux GopM cragKoBoi NaTOJIO0ri BOHA MOXKE CIiBIaga-
TH 3 JIKyBaJIbHUMHU 3aX0aMHu.

TpetunHny npoduUIaKTUKYy MOKHA 3A1MCHIOBATH SIK MpeHaTalbHO (HAMpH-
KJIaJ], pe3yC-HEeCyMICHICTb, TAJIAKTO3EMIsl TOIIO), TaK 1 MICIS HApOHKEHHS (Tajak-
TOo3eMisl, (DEHUIKETOHYPIis, TIHOTUPEO3, IeTiaKis Ta 1HIII).

Y ocHOBI cy4yacHOT NpOo(]IAKTUKU CHAJKOBOI MATOJOTII JIeKaTh TEOPETUUHI
3acaJi TEHETUKH JIIOJIMHUA Ta MEIUIIMHU, 5Kl JTal0Th 3MOTY YCBiIOMUTH: 1) MoJe-
KYJISIpHY TPUPOIY CIIAJKOBHX 3aXBOPIOBaHb, MEXaHI3MHU 1 MPOIECH iX PO3BUTKY
MPOTITOM MPEHATAIBLHOIO 1 MOCTHATAIBLHOIO MEPIOJIB, 2) 3aKOHOMIPHOCTI 30epe-
YKEHHsI MyTalliil (a 1HO/1 ¥ PO3MOBCIOKEHHS) B CIM’SIX Ta MOMYJISAIIAX, 3) MEXaHi-
3MHM BUHUKHEHHSI MyTallid B 3apOJKOBHUX 1 COMATUYHUX KIIITHHAX.

VY npodinakTuii cnagkoBoi MaToJIOr i MOYKHA BUSHAYUTH 5 TCHETUYHUX ITiJI-

XO/I1B, SIK1 PO3TJISIAI0THCS HIDKYE.

5.9.3. YnpaBJ/iiHHAI eKCNIPECi€l0 TeHiB

3Har04M MEePBUHHI MPOIYKTH TOTO UM 1HIIOTO MATOJIOTTYHOTO TeHa Ta MOJIe-
KYJISIpHI MEXaHI3MU IMaToreHe3y CIHajgKoBOi XBOPOOW, MOXKHA 3JIIMCHIOBATH (PeHO-
TUIIIYHY KOPEKLIIO MPOSIBY LKX I'EH1B, a00, IHIIMMHU CIIOBaMH, YIIPABJIATH iX MEHE-
TPAHTHICTIO Ta €KCIIPECUBHICTIO.

[Tpuknagamu ynpaBiiHHS €KCHPECIE€I0 MEHIB, IO TENep YK€ MPOUILIN TpHU-
BaJIy MEPEBIPKy MPAKTUKOIO, € MOMEPEHPKEHHS PO3BUTKY TaKUX BIJOMHX CHAJKO-
BHUX 3aXBOPIOBaHb SIK (DEHUIKETOHYPIs, TalaKTO3eMisl Ta BPOJKCHHM TIIMOTUPEO3.
KiiniuHa kapTuHa nux XxBopoO GopmyeTbesi B paHHbOMY AUTHHCTBI. 11100 3amo06i-
I'TH 1IbOMY, XBOpPOOa MOBUHHA OyTH BHU3HAYEHA MPOTATOM KilbKOX OHig nicisa Ha-
Poodicennsa, o0 BiApasy po3novar npoduiakTuuHe JikyBaHHs. [lpu upomy miky-
BaHHS 31HCHIOETHCS NI€TUYHUMH ((EHIIKETOHYDIsl, TallakTo3eMis) abo JiKapch-
KUMHU (TIIOTHPEO3) 3ac00aMu.

Kopekuist mposiBy naTOJOTIYHUX T'€HIB MOXKE MOYMHATUCS TAaKOXK 34 KilbKa
Micayie 00 3auamms 1 3aKiHUyBaTHCS mnojioramMu. Tak, Hampukiaa, OiTHAa HA aMi-
HOKMCJIOTY (heHUIaJIaHiH Ji€Ta JUIS MaTepi MiJ 4ac BariTHOCTI 3MEHIIYE IPOSIBU
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(EeHUIKETOHYpIl Y HAPO/KEHOI NIUTUHU. A BPOJKEHA aHOMAaJisi CIMHHOIO MO3KY,
sKa Ma€ MOJITeHHUN XapaKTep, PiAIIe 3yCTPiYatoThCs y NITEH KIHOK, K1 IPOTITOM
3-6 MicsIIB 10 3a4aTTs Ta MEPIIUX MICALIB BariTHOCTI BXKUBAJIU AIETY 3 M1JBUIIIEC-
HuM BMicToM psiay BitamiHiB (C, E, domiea kucnora). e BaxxnuBo ans ciMeid, B
SKUX BXKE € XBOPI JIITH, a TAKOXK JIJIS1 TOMYJISALIN 3 BUCOKOIO YaCTOTOIO TaKOTO aHO-
MaJbHOTO T€HA, HATPUKJIIAI, SIS HaceIeHHs [pranmii.

3acobu mpodiJaKTUKK HAa OCHOBI YTNPABIIHHSA €KCIPECIEI0 TEHIB 0COOIUBO
BOXJIMBI Ta €(EKTUBHI IS TMOMEPEKEHHS X80P0 i3 CHAOKOBOIW CXUIbHICHIIO
MOHO2eHHOT npupodu. Y 1bOMY BUIAIKY MPOQPUIAKTHYHI 3aX01U TOYMHAIOTHCS 3
BUJIAJICHHS 13 CEpe/lOBUIIA YMHHUKIB, SIKI CIOPUSIIOTH YU OOYMOBIIOIOTH PO3BUTOK
xBopoOu. [l XBOpUX Ha HEAOCTATHICTh TIIOK030-0-pocdaTaeriaporenazu, N-
arneTmiTpancdepasu Ta noAiOHI aHOMail — 1€ MEeBHI JIIKapChKl mpenapaTu (IuB.
po3nin 5.8.2). [ HOCIIB MEBHUX aHOMAJIBHUX ajeliel — 11e BaXKi MeTalu (CBU-
HEllb, MiJIb TOIIO), OKUCIIOBAYl Ta OTPYTOXIMIKATH, SIKI BUKOPHUCTOBYIOThCSA Ha
okpemux BupoOHuiTBax. [Ipu 3apaxyBaHHi Ha poOOTYy B TaKMX BUPOOHHUIITBAX HE-
00X1JJHO 3A11ICHIOBATH MEIMYHO-TEHETUYHE TECTYBAHHS.

[Ipodinaktuka x60pod i3 cnadkosow mynbmupaKmopHow cXuibHiCHIIO
3HAYHO CKJIQ/IHIIA, OCKIIBKA BOHU MAalOTh MOJIIT€HHY MPUPOIY 1 MPOBOKYIOTHCA
KUIBKOMa YUHHUKAMH OTOYYIOUOro cepenoBunia. OJHaK, 3a JOMOMOIOK IeHeaso-
T1YHOTO0 METOJIy MOKHA JIOOMTHUCS MMOMITHOTO YIOBUIBHEHHS! PO3BUTKY XBOPOOHU Ta
3MEHILEHHS ii KJIIIHIYHUX NPOSBIB B pPe3yJbTaTl YHUKHEHHS IPOBOKYIOUUX YMHHHU-
kiB. CaMe Ha LbOMYy IPHHLMII 0a3yeThcsl NPO(UIAKTHKA TIEPTOHIYHOI XBOPOOH,

aTepOCKIIEPO3y, PaKy JIETEHIB.

5.9.4. Buganenus eMOPioHIB Ta MJIOAIB i3 CMAIKOBOI MATOJIOTI€0

MexaHi3Mu NPUPOTHOTO BUAAJIICHHS HEXKUTTE3NATHUX €MOPIOHIB Ta IJIOMAIB
00CcUmb po3no6Cclo0iceHe B TRAPUHHOMY CBIT1. Y JIIOJIMHU LIEH MPOLIEC BUPAKEHUN
y BUTIJIAJIl CIIOHTAHHUX a0OPTIB Ta MepeYacHUX IMOJIOTiB. 3BUYAIHO, HE BCl BOHU
TPAIUIIOTBCS 4Yepe3 HEMOBHOIIIHHOCTI eMOpioHa YW IUIOJYy; YacTUHA 3 HHUX
MOB’si3aHA 3 YMOBAMH BUHOUITYBaHHS, TOOTO 13 CTAHOM >KiHOUOTO opranizmy. [Ipo-
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T€ MOXHa 3 YIIEBHEHICTIO CKa3aTu, o He MeHue 50% BuIaakiB epepBaHUX Bari-
THOCTEH TpaIIsAThCA Yepe3 BPOKEHI BaJM PO3BUTKY UM CIAJKOBY XBOPOOY ILIO-
ny. BHaciiok npboro cBiJioMe BUIajJeHHsI eMOPIOHIB Ta IJIO/AIB 3 BPOKEHUMH Jie-
dbexkTamMu € eTUYHO BUIIpaBIaHUM 1 HaOyBae Bce OUIBIIOTO po3noBCrOKeHHS. Cy-
YacHI METOJY MNPEHATaNbHOI J1arHOCTUKU JOCHUTh PO3BUHEHI, II00 YCTaHOBUTHU
(akT HassBHOCTI CIaJIKOBOI XBOPOOM HEHAPOKEHOI TUTHUHHU.

3BUYAIHO TpoIlieypa MpeHaTaATbHOI IIAarHOCTUKHU 1 0COOJIMBO TIepepUBaHHS

BariTHOCTI MOBUHHA MPOBOIAUTUCS 3@ 3200010 HCIHKU.

5.9.5. I'enna iHKeHepif 3apOAKOBUX KJIITHH

[TpodinakTuka crnagkoBUX XBOpoO MOxe OyTH HAWOUIbII MOBHOIO Ta e(eK-
TUBHOIO, SIKILIO B 3UTOTY OyJie 60y006an0 HOPpMANbHUIL alelb 2eHa, SKU (yHKIII-
OHAJFHO 3aMIHUTHh MYTAHTHUH anenb. [HImMMU cocobamu 3amobiraHHs PpO3BUTKY
CIaJIKOBOi XBOPOOU MOXYTh OyTH 3BOPOTHA MyTallis MaTOJIOTTYHOTO ajieis, BIIHO-
BJICHHSI J[il HOPMAJILHOTO T'eHa, SKIO BiH OJOKOBaHMM, «BUMKHEHHS» aHOMAaIbHO-
ro ajesns. 3BUYAHO 1€ CKJIA/IHI 3aBAaHHS, alie pe3yJbTaTh CyYaCHUX JTOCIHIIKEHb
y Tally31 TeHHOI 1HXeHepii CB1AYaTh MPO MPUHIMIIOBY MOKJIUBICTD X PIIIICHHS.

[lepenymoBU AJisi KOpEKIlli TEHIB JIIOAUHU B 3apOJAKOBUX KIIITUHAX BXKE
CTBOpEHi. [X MOKHA y3araibHUTH y BUIIAI HACTYIHUX MOJIOKEHb.

[To-nepire, mepBUHHE pO3MUGPYBAHHA T€HOMA JIFOJAMHU 3aBepIIeH0. Mox-
Ha CIIOJAIBATHUCS, IO B HAWOIMX4l pOKH OyZ€ BU3HAUYEHO IMOCHIIJOBHICTh HYKJIEO-
TUJIB JIJIs1 OUTBIIIOCTI MyTAHTHHUX T€HIB, SIKI CIPUYUHIOIOTH CHaAKOB1 XBopooOu. [H-
TEHCHUBHO PO3BHUBAETHCS TaKa HOBA Tally3b O010J0TIi SIK (PyHKI[IOHAJIbHA T'€HOMIKA,
sIKa BUBYAE MIKTCHHI B3a€MOJII.

[To-npyre, cyyacHa MOJIEKYJIIpHA T€HETHKA CIIPOMOXHA CTBOPIOBATH OY]b-
SIK1 T€HU JIFOJIMHU Ha OCHOB1 010JIOTTYHOTO 1 HaBITh XIMIYHOT'O CUHTE3Y.

[To-Tpere, po3pobIIeHI METOAM BBEJICHHS IE€HIB Y TEHOM JIFOJIMHU 3a I0ITOMO-
rOl0 PI3HUX BEKTOPIB (MEBHUX BipyciB a0o0 mia3mig OakTepiil) 4u HUISXOM TpaHC-

dexkiii (BBEJICHHS B KJIIITUHY CaAMUX T'€HIB).
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[To-ueTBepTe, ICHYIOUl METOJIM CHPSAMOBAHOIO XIMIYHOIO MyTareHesy JA0-
3BOJISIIOTH 1HAYKYBaTH crieludiuai MyTallii B 4iTKO BU3HauYeHOMY JoKyci. Ile macthb
3MOT'y BUKJIMKATH 3BOPOTHI MyTallil HaTOJOTTYHUX aJieieH.

[To-m’aTe, B eKCrIiepuMEHTax Ha PI3HUX TBApUHAX OJIEpXKaH1 JOKA3H TPaHC-
dekIii okpeMux TeHiB Ha cTajli 3urotu (aposodina, Muia, Ko3a, CBUHS TOIIO).
BBeneni renn QyHKIIIOHYIOTh B OpraHi3Mi, [0 PO3BUHYBCS 3 TaKOi 3UTOTH, Ta Tie-
penarThCa HACTYITHOMY MOKOJiHHIO. Hampukian, reH ropMoHy pocTy mypiB OyB
yBEJEHUHN B T€HOM 3UroT Muiei. Taki TpaHCreHH1 MUILI 3HaYHO OUIbILI 332 PO3Mi-
paMu Ta Macoro B MOPIBHSAHHI 3 HOpMalbHUMU (MalL. 19).

I'enHo-1HX)eHepHa npodiTakTUKa CIaAKOBUX XBOPOO JIOJMHHU Ha PiBHI 3HU-
roT po3po0JieHa MOKU-IIO0 HEeIOCTaTHbO. KpiM TOro iCHYIOTh €TUYHI MPOOJIeMH Ta-
KOl Mpo(UTaKTUKU. AJKe WIETHCS MPO «KOMITO3HIIII0» HOBUX T'€HOMIB, 5IKI CTBO-
peHl He MPUPOAHUM ILIAXOM, a JIIoAUHOI0. [li reHoMu BULTIOTBCS B T€HO(OH]
moacTBa. Slka y Hux Oyje Moisl 3 TEHETHYHOI Ta COMialibHOT TOYoK 30py? Um Oy-
IyTh BOHU (DYHKITIOHYBAaTH SIK HOpMajbHI reHOMHU? UM ToTOBE CyCHiIBCTBO MPH-
HHATH Ha ce0e HACHIIKK HEeBAAIUX pe3ynbTaTiB? ChOroaH1 BiAMOBICTHA HA Il MH-
TaHHS Ba)kKKO, a 0e3 BIJMOBIJII HA HUX HE MOYKHA ITOYMHATH KIIIHIYHI BUIIPOOyBaH-
H. Amke #aeTbcs mpo OE3MOBOPOTHE BTPYYaHHS B T€HOM JoauHU. bes
00’€KTUBHOI OLIIHKM MaiOyTHIX HACII/KIB T€HHOI 1H)KEHEp1i HE MOKHA 3aCTOCOBY-
BaTH Il METOJIM HA JIIOJIMHI (HABITh 1 3 MEJIMYHOIO METOIO Ha cTajii 3uror). I'eHe-
TUKA JIIOAUHY 1€ JajeKa BiJ] IOBHOI'O PO3YMIHHS BCIX 0COOJMBOCTEN (PYHKIIOHY-
BaHHS TeHoMa. He BiioMo, SIK TeHOM TpaIffoBaTUME TICIIs BBEJACHHS B HBOTO JI07a-
TKOBOT T€HETH4HO1 1H(opmMmarlii, sk Oyje 371HCHIOBATHCh TaMETOIeHE3 B TaKOMY
OpraHi3MOBI1 TOLIO.

Bce ckazane Buile 1ajgo MiACTaBy psALy BIAMOBIIHUX MIXHAPOJIHUX OPraHi-
zamit (BOO3, OHECKO, Pana €Bpornu) npuiiHATH pillIeHHS THMYacOBO yTpHUMa-
TUCS BiJl TPOBEICHHSI MOJIOHNX €KCTICPUMEHTIB, & TUM O1JIbIIIe KITIHIYHUX BUIIPO-

OyBaHb 3 TPAHCTEHE3Y 3aPOJAKOBUX KIITHH JIFOIUHH.

205



5.9.6. IlnanyBanHs ciM'i

[Tpu pusuKy HapoKEHHS XBOPOi AUTHHU moHa 20% Ta BiZICYyTHOCTI MOX-
JMBOCTEH MPEHATAIBHOI T1arHOCTUKN PEKOMEHAYETHCS 8i0M08aA 6i0 OiMOPOOIHHA.

Sk BiOMO, CTIOPiAHEH] MUTFOOM ITiIBUIYIOTH BIPOTITHICTh HAPOHKCHHS -
THUHU 13 CIAJKOBOIO XBOPOOOIO, TOMY OJIHUM 13 CIOCOOIB MPOQITAKTUKH CHAIKO-
BUX NATOJIOTIM € BiZIMOBA BIJ TAKUX OJPYXE€Hb. Pe3ynpTaT TaKoro Mmigxojy MOKe
Oytu nocuth 3HaYHUM. [Ipo 11e TOBOPSITH HACTYIIHI (DaKTH.

Bussnserncs, mo He menmie 20% HaceleHHsI BChOTO CBITY BIJIIA€ MepeBary
OJIN3bKOCTIOPIIHEHUM OJPY>KEHHSIM Ha pPIBHI JIBOIOPiAHUX cuOCIB. Bim Takux
NUTF001B HAPOJKYEThC TpUHaMHI moHan 8% miteit. Llei 3Buyail momupeHuil B
kpainax CxigHoro CepenzemuomMop’st Ta B IliBnenniii Iuaii, a Takox cepen Oara-
THOX MOMYJIALIN CBITY, Kl BEAYTh IUIEMIHHUN CHOCIO MKHUTTS MPOTATOM TUCAYO-
JiTh. Y MUHYJIOMY BiH OyB PO3MOBCIOJIPKCHHUI 3HAYHO O1JIbIIE K HEOOXITHUN ele-
MEHT (hOpMyBaHHS MIOCEJICHb.

brnusbpkocniopiiHeH1 OJIpY>KEeHHS MiBUIYIOTh YaCTOTY HAPOJKEHHS JITEH 3
peuecuBHUMH XBopoOamu. [[1s1 6aTbKIB-HEPOAMUIB 3araJibHUM pU3MK MEpPTBOHA-
POJI’KEHb, HEMOBJIISIUOI Ta AUTSYOI CMEPTHOCTI a00 CEpHO3HUX MPUPOKEHUX Ba
PO3BUTKY A0piBHIOE TTpUOIH3HO 2,5%. [Ipu 11bOMy HAsIBHHI TaKOXX MEBHUN PU3UK
(B Mexkax 3%) mopyuieHHs pO3yMOBOTO PO3BUTKY. AJie JIJIsl MOJPYKHIX Map ABOIO-
piIHUX CHUOCIB 11 IOKA3HUKU MOJIBOIOIOTHCS. SIKIO AUTSAYa CMEPTHICTh B PETiOHI
BUCOKA, TO Liel edekT neaBe nomiTHUl. OJIHAK, SIKIO BOHA HU3bKA, TO €(EeKT CIo-
pIIHEHUX LUTIO0IB Ty>KE€ MOMITHUM 1 BUSIBISETHCA y BUIUIAMI MPUPOKEHUX Baj
PO3BUTKY Ta XpPOHIYHUX 1HBATIIOTEHHUX 3aXBOPIOBAHb.

VY nonyJsuisix 3 BUCOKOIO YAaCTOTOIO SIKOi-HEOYIb XBOPOOH, B SIKMX MPOBO-
JUTHCSI A1arHOCTUKA Ha BUSIBJICHHS T'€TEPO3UTOTHUX HOCIIB MATOJOri, MOXKHA pe-
KOMEH/IyBaTH BIJIMOBY BiJ IIUTF00O1B MI>K HOCISIMU OJTHAKOBHX aHOMAJIbHUX T'€HIB.

3 BikoM (miciust 30-35 pokiB) MIABUILYETHCS BIPOTIIHICTh HAPOJKEHHS JIU-
TUHU 3 XPOMOCOMHOIO XBOPOOOIO Y KIHOK (IUB. po3/ia 5.5.2) abo 3 nesKuMH T'eH-

HUMH XBOpOoOaMu y 40JI0BIKiB (Tadi. 10).
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Pi3auis y Bimi 6aThKiB mpoOaHIiB Ta B KOHTPOJIbHINM BUOIpLII CKIalae B ce-
peaHboMy S5 pokiB. Xoua IPUUYMHU LBOIO SBMILA HE SCHI, aje Uil Npo(UIaKTUKH

cHaJKoBUX XBopoO w1 (pakTu Tpeda Opatu 10 yBaru.

Ta6n. 10. Cepenniit Bik 6aTbka Ha MOMEHT HapO/KEHHS JITEH 3 ayTOCOM-

HO-IOMIHAHTHHUMH NATOJOTIIMA

Bik 6aTbka (pokiB)

XBopobOu -

npobana 310pOBOi

TUTUHU
Cunapom Mapdana 36,6 29,8
Cungpom Anepa 34,8 30,2
Heiipodibpomaros 1-ro 340 30.7

TUITY

AxoHApoIIIasis 36,4 29.9
Cunapom BaapaenOypra 34,8 29,9

Takum unHOM, 3aKiHUY€HHS AITOpOiHHS 10 30-35 pPOKiB € OJHUM 13 YMHHU-
KiB TpoUTaKTHKK cragKkoBUX XBopoO. [Ipu miianyBanHi HapomkeHHs 2-3 miTen

TaKU{ BIKOBUM MEP10JI IIJIKOM JIOCTATHIHM I OUTBIIOCTI CIMEH.

5.9.7. OxopoHa HABKOJIMIIHHOI0 CePeT0BUIA

['eHOM JTFOAMHU TIOCTIHHO TOTIOBHIOETHCS HOBUMH CHOHMAHHUMU MYyMayi-
amu. biimzsko 20% Bciel cnagkoBoi MaTOJIOTi BUBHAYAETHCS caMe TAKMMHU MyTalli-
SIMH, a JUJISl JE€AKUX TSOKKUX JOMIHAHTHHUX XBOpOO 1iei moka3Huk carae 90% 1 0i-
abire. CriagkoBi XBOpoOH, 00yMOBIICHI HOBUMHU MYTallisIMH, HEMOXKIIUBO mepeada-
YUTH, 00 TaKl MyTallii € BUNQJKOBUMH 1 PIIKICHUMH JIJIsl KOKHOTO T'€HA.

[Toku-1110 HEMA€E MOMXJIMBOCTI BTPYYATHUCS B MPOIEC CIIOHTAHHOTO MyTare-
He3y y moauad. OHaK € CIOJIBaHHs, 10 1HTEHCUBHI JOCTIIHKEHHS Y 1A ramysi
OPUBEAYTH /10 CTBOPEHHS HOBUX METOMIB NPO(DIIIAKTUKU CMAJKOBUX XBOPOO 1
MIPUPOKCHUX BaJl PO3BUTKY.
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[Topsin 13 CHOHTaHHUM MYTAareHe30M Yy JIOAUHU MOXJIHUBUU IHOYKOBAHUIL
Mymazene3 (pagialiiHui, XiMIYHUM, O10JOTIUYHMI), SKUHA € JOJAATKOBHM JKEpe-
JIOM CIaJIKOBUX XBOP0O. 3 moriisaay npoduIakTUKHU CIIaJAKOBO1 MAaTOJIOT1l BiH MOBU-
HEH OyTH TOBHICTIO BUKTFOUSHHUM.

HeoOxigHo migKkpecauTH, Mo 1HAYKOBAaHUN MyTaliiHUN mporiec Hebe3neu-
HUM y IJIaHl HE CTUIBKM 1HAMBIAYaJBbHOIO, CKUIBKH MOIYJISILIAHOIO MPOTHO3Y.
3BiJICH BUTIKA€E, 0 BUKIIOYEHHS MYyTareHHUX YMHHUKIB 13 )KUTTEBOTO CEPEIOBU-
11a JIFOJUHU € 3aX0JI0M NMOMYJISIIHHOT PO ITIAKTUKH CIIaJKOBUX XBOPOO.

Meroau nepeBipKM 30BHIIIHIX YMHHUKIB HAa MYTAareHHICTb pPO3poOJIeHl 1
MOXYTh OyTH BBEJIEHI B Tr1€HIUHI perjlaMeHTallli 3 0XOpoHHu AOBKULIA. [le nuran-
HS Ty’K€ BaKJIMBE, TOMY II0 MyTareHHi €()eKTH YMHHHUKIB HAaBKOJHUIITHHOTO CEpe-
JIOBUIIIA BUSIBIISIIOTHCS HE B JaHIN MOMyJAIi, a B JEKIJTBKOX HACTYIMHHUX MOKOJIH-
HSIX.

Jlo OXOpOHM KHUTTEBOTO CEPENOBHUINA JTIOJUHU BITHOCUTHCS TAKOXK BUKITIO-
YeHHS 3 Hel YMHHHMKIB, 110 BUKIHMKAIOTh €KOI'CHETHYHI maTosioriuyHi peakmii. Ha-
IPUKJIaJ, TOMO3UTOTHUM 0Cc00aMm 3 MIrMEHTHOI KCEPOJAEPMOI0 Tpeba yHUKATH [ii
yIbTpadioseTOBOr0 MPOMIHHS, 0c00aM 3 HENOCTATHICTIO 1HTIOITOpa mpoTeas — 3

MIAJIOM, HOCISIM MyTallii TeHa nopipuHy — 13 CHOTBOPHUMHU IperapaTamH 1 T.1I.

5.9.8. Meanko-reHeTHYHE KOHCYJIbTYBAHHSA

Menuko-TeHeTHYHe KOHCYJIBTYBAaHHS — CIICIIaIi30BaHUN BU MEIUIHOI J0-
MIOMOTY HACEJIEHHIO, CIPSIMOBaHUN Ha MPOMUIAKTHKY CHagkoBUX XBOpoO. CyTb
HOT0 ToJIATae y BU3HaYEHHI MTPOTHO3Y HAPOHKCHHS JUTHHH 31 CITaIKOBOIO IATOJI0-
ri€ro, MOSICHEHHI MMOBIPHOCTI i€l MOAIi Ta y JOMOMO31 POJHHI, III0 KOHCYJIBTY-
€ThCS, B YXBAJICHHI PIIICHHS PO AITOPOIIHHSL.

B ineani ueit BU MEAUYHOL IOTIOMOTH OAMCAHUIL 013 6CIX ROOPYHCHIX nap,
110 IJIAHYIOTh AITOPOJIHHS. AJie 3arajibHe MEIUKO-TeHETUUYHE KOHCYJIbTYBAaHHS —-
HaJ3BUYAlHA PiAKICTh. B a0CONIOTHIN OUIBIIOCTI KpaiH POJAMHU 3BEPTAIOTHCS /10
JKapsA-TeHETHKA TUTBKHU TIPU HASBHOCTI OYEBUIHUX (AKTOPIB PU3HKY — OCOOIHBO-
cTel CIMENHO1 1ICTOPii, CTaHy IXHBOTO 3JI0POB'S TOIIIO.

208



Pu3uk HapOomKEeHHSA TUTHUHH 31 CIIAJKOBOIO XBOPOOOIO a0 ypOIKEHOIO Ba-
JIOI0 PO3BUTKY € Y Oyb-SKO1 MOJPYKHBOT TApH IIPH KOXKHI1MA BariTHOCTI.

[leit pu3uk ckinanaeTbes 3 0araTb0X CKIIAIOBUX:

— CIaJKOBOTO BaHTaXYy, IO JIICTABCS HaM B1J] 6araTb0X MOKOJIIHB MPEKIB,

— HOBHX MyTallii, mo BigOyBaroThcsa B JJHK npu yTBOpeHH! Hammx siiie-
KJIITHH 1 CIEPMATO300HIB,

— HECHPUATIUBUX (DI3UYHUX, XIMIYHUX Ta 1HIIMX BIUIMBIB 30BHIIIHBOTO Ce-
PEAOBUILA HA OPTraHi3M MPOTATOM eMOPIOHAIIBHOTO PO3BUTKY,

— HECHPUSTIMBUX BIUIMBIB Ha €MOpIOH 3 OOKYy MaTe€pUHCHKOI'O OpraHi3my
(1a(exIiiH1, eHAOKPUHHI Ta 1HII XBOPOOH MaTepi).

Bynpb XT0 3 Hac MOXe MaTh OJMH a00 KiJIbKa 3 IEpepaxoBaHuX BuUllle PakTo-
piB pu3uky. Uepes 1e moTrpiOHa KUTbKICHA OIIHKA IILOTO PU3UKY JJII TOTOMCTBA
KOHKPETHOT poarHHU. B AiHiCHOCTI y OUIBIIOCTI BUIAJKIB PU3UK HAPOIHKCHHS JIH-
THUHHU 31 CMAJIKOBOIO XBOPOOOIO HU3BKUM 1 HE nepeBullye 5%, ajie IepeKOHATUCS B
IOMY JTO3BOJISIE TUIBKU MEIUKO-TEHETUYHE KOHCYJIbTYBAaHHSI.

Menuko-reHeTuuHa KOHCYJIbTAlllsl CKIIAJIa€ThCsl 3 TPhOX €TalliB — J1arHOCTH-
KU, IPOTHO3YBAHHS T4 BUCHOBKY.

Sk mpaBuiio, 32 KOHCYJIBTAIIIEID 3BEPTAIOTHCS POJMHHU, JI€ BXKE € JTUTUHA 3i
CIAJKOBOIO MATOJIOTIEI 00 XBOP1 POAMYI.

KoHcyJIbTyBaHHS 32BN MOYMHAETHCH 3 YMOUHEHHA 0IA2HO3Yy CIIaJIKO-
BOI XBOpPOOM, OCKIJIbKM TOUYHHMM J1arHO3 € HEOOXIJHOI MEPEeIyMOBOIO OYIb-sSKOi
KOHCYJIbTAIlll. YTOYHEHHS [1arHO3y B MEJMKO-T€HETUYHIA KOHCYJbTAlli MPOBO-
JUTHCS 32 JOTIOMOT'OI0 TeHEeTUYHOro aHanizy. [Ipu nmpoMmy B ycix 6€3 BUHSTKY BH-
najkax 3aCTOCOBYEThCS T€HEAJIOTIYHUNA METO JOCTIKEHHS. 3a YMOBH PETEIbHO-
ro CKJIaJlaHHs POJIOBOY, BIH Ja€ MyKe LiHHY 1H(OpMaIlito s BUSHAYEHHS Jiar-
HO3Y cnajikoBoi xBopoou. He menm, Hixk y 10 % BumajakiB 3aCTOCOBYETHCS ITUTO-
reHeTuyHe JociimkeHHs. [le HeoOXiqHO A MPOTrHO3y MpPHU BCTAHOBJICHOMY Jiar-
HO31 XpPOMOCOMHOI XBOPOOH, a TAKOX JJIsI yTOUYHEHHS J1arHO3y B HESICHUX BUMAJ-
Kax IPHU YPOJKEHUX BaJaX PO3BUTKY. B10XIMIYHUI Ta IMyHOJIOTTYHUNA METOAM HE €

cnenu(piYHUMHU A7l TEHETHYHOT KOHCYJIbTAIlii, aje 3aCTOCOBYIOTHCS TaK CaMoO IIH-
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POKO, SIK 1 IPU JIIarHOCTHII HECIIAJKOBUX 3axBoproBaHb. Kpim Toro, y mpoieci re-
HETUYHOT'O0 KOHCYJIbTYBAHHS 1HOJ1 BUHHUKAE MOTpeda 10JaTKOBOrO OOCTEKEHHS. Y
TaKUX BHUIAJIKaX XBOPOTO Ta MOro pOAWYIB HAMpPABJISIIOTH Y BIAMOBIIHI CIieliati-
30BaH1 YCTaHOBHU.

Ha npyromy erami BU3Ha4alOTh NPOCHO3 0151 MaiiOymHuix Oimeii. I’ eHeTHY-
HUW pU3UK MOXKE OYTH BU3HAYCHHM a00 NMUIIXOM TEOPETUYHHX PO3PAXYHKIB 3 BU-
KOPHUCTaHHSIM METOJ[iB TEHETUYHOTO aHaJi3y 1 BapialliiHol CTaTUCTUKH, 200 3a J0-
MOMOTOI0 CIeIiaIbHUX Ta0IUIb eMIIPUYHOTO pu3uKy. [lpu monozennvix (menoe-
JII0I04UX) X80poHax NPOrHO3 IPYHTYETHCSA HA PO3PAXyHKY WMOBIPHOCTI MOSIBU MO-
TOMCTBA BIJIMOBIJIHO 0O TE€HETUYHUX 3aKoHOMipHOcTei. [Ipu npomy, sKIoO BiI0-
MU THIT YCIIAIKyBaHHs JAHOTO 3aXBOPIOBAHHS 1 32 POJOBOJIOM YyJIA€ThCS BU3HA-
YUTH TEHOTHI OaThKiB, OI[IHKA PU3UKY 3BOAUTHCS JI0 aHAJI3y MEHJEIEBOrO PO3-
HICTJICHHS.

SAxmo B mpoOaHa BCTAHOBJICHA BIEPIE BUHUKIIA MYTaIlis, TO PU3UK HApO-
JUKEHHS Y HBOT'O TUTHUHU 3 TAKOIO K MATOJIOTIEI0 HE3HAYHU.

[Tpu xpomocomnux xeopodax BU3HAUECHHS PUZUKY IMOBTOPHOTO HAPOIKEH-
HSl TIOTOMCTBA 3 XPOMOCOMHUMHU aHOMAJIISIMH 3aJIeKUTh BiJ TOTO, SIKI KapiOTUIIN
0aThKiB (MO3aillM3M, CTPYKTYpHI aHOMaJlii XpOMOCOM). Y BHUIAJKYy BIJICYTHOCTI
MOPYIICHb Y KapioTumi 0aThKiB IMOBIPHICTH TIOBTOPHOTO HAPOPKCHHS IUTHUHU 3
XPOMOCOMHOIO aHOMAJIEI0 OI[IHIOETHCS 32 EMIIPUYHUMHU JAHUMU JJIs1 KOKHOTO
BUJTy aHOMaJIli 3 ypaxyBaHHSAM BiKYy OaTbKIB.

[Ipu mynsmugpakmopnux 3axe0pr06anHax OCHOBOIO OLIIHKH PU3UKY € €M-
MIpUYHI JaHl PO MOMYJISIIIAHY Ta CIMEHHY YacTOTy KOXXHOro 3 Hux. Cnernudiu-
HUN TeHETUYHUHN PU3HK 110 5 Y% NpUHATO BBakaTu HU3bKUM, 110 10 % — miaBuiie-
HUM y JIeTKoMYy cTymeHi, 10 20 % — cepennim, Butie 20 % — BUCOKHM. YiKe 3a Te-
HETUYHOTO PU3UKY CEPEIHHOTO CTYIEHIO 3a4aTTs YU MPOJIOBXKEHHS B)XE€ HASBHOI
BariTHOCTI HE PEKOMEHY€EThCsS. MOMKIMBICTh IPOBEIEHHS MIPEHATAIbHOI JI1arHOC-
TUKH € BU3HAYAIBHOIO VISl YXBAJICHHS IMO3UTHBHOTO PIIIICHHS Y BIJHOIIICHHI 3aBe-

PIIEHHS BariTHOCTI.
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Tpertiii eTan KOHCYJIbTYBaHHSI BKIIOYA€ (hOPMYNI0BAHHA GUCHOGKY | Ha-
OaHHA nopadu OGampkam. 3aKIOYHI €Talld KOHCYJIbTYBAaHHS BUMAararoTh Haimu-
JpHIOT yBaru. KoHCYnbTyBaHHS HE IOCSTHE OaKaHOTO PE3yNbTaTy, SKIIO Mallie-
HTU HEMPABUIBLHO 3PO3YMIIOTh MOSICHEHHA Jikaps-renetuka. 1l{o6 nporo He Tpa-
NWIOCs, MiJl Yac CINUIKYBaHHS 3 INALl€EHTAMM BapTO BPaxOBYBaTH PIBEHb iXHBOI
OCBITH, COLIAJIbHO-€KOHOMIYHHMI CTaH POJIMHU, BJIACTUBOCTI OCOOMCTOCTI Ta B3a€-
MUHHU B pOjAMHI. TioymMayeHHs PU3UKY MOBUHHO OyTH HMPHUCTOCOBAHE JI0 KOXKHOIO
BUIAJIKY 1HAMBIAYyadbHO. KpiM TOro, posib Jiikapsi HE MOBMHHA 3BOJAMTHUCS TUIBKU
710 TTOSICHEHHS 3MICTY pU3HKY. JIIKap MOBUHEH JONMOMOITH B YXBaJ€HHI PIILICHHS.

MenauuH1 3aBlaHHSI KOHCYJIbTYBaHHSI BUPILIYIOTBCS JIETIIE, HIXK COLlaIbHO-
eTHu4H1 npobsiemu. He BUKIIMKae CyMHIBY, IO, YUM TSKYE CIAJKOBAa XBOpPoOa, TUM
OUTBIII HATIOJICTIIMBO JIiKap MOBHHEH PEKOMEHIAYBATH BIAMOBHUTHCS BiJl JITOPOIiH-
Hs. OgHaK TpU OJHIN 1 T »Ke XBOpoOi, MPU OJIHIM 1 TiH ke WMOBIPHOCTI Hapo-
JUKEHHSI XBOPOI IUTUHU Pi3HI YMOBHU B POJIMHI BUMAararTh PI3HUX MIIXOJIB Yy IO-
SCHEHHI pU3HKY. Y OyAb-SIKOMY BUNAJAKY CX6AN€HHA PIUleHHA NPO OimopoOiHHA
3a1UMAEMBCA 30 POOUHOIO.

OTxe, METOI0 I'€HEeTUYHOTO KOHCYJIbTYBaHHS B 3arajlbHO-TOMYJIALIHHOMY
CEHC1 € 3HMKEHHS BaHTaXy MATOJIOTIYHOI CHAJAKOBOCTI, a METa OKPEMOI KOHCYJIb-
Talli — J0NOMOra pOoJIMHI B YXBAJIEHHI IPABUJIBHOTO PIIICHHS 3 MUTAHb IJIaHyBaH-
HSl POAMHHU.

Mennko-reHeTuyHe KOHCYJIbTYBaHHS HaWOUIbII e(QEeKTUBHE, KOJIU BOHO
IIPOBOJIUTHCS SIK HPOCHEKmMuUueHe KOHcyabmyeanna. llpu 1boMy pU3UK HApOKEH-
HSl XBOPOi AUTHHU BU3HAYa€ThCs JJO HACTaHHsS BariTHOCTI UM B PaHHI ii TEPMIHU.
Taki KOHCyNbTAallll IPOBOAATH Y BUIMAJKY OJM3bKOCIOPIAHEHOr0 HUTI00Y, IpH 00-
TSDKEHIM CIaJKOBOCTI MO JIHIT 40JIOBiKa ab0 APYXKUHH, MIPU PU3UKY BIUIMBY MOXK-
JMBHUX YU BIJIOMHX T€PATOTCHIB y MIEPIIl TP MICAIIl BariTHOCTI.

Pempocnekmugne KOHCY1bmYy8aHHA TIPOBOIUTHCS MICIS HAPOJIKEHHS XBO-
poi AUTHHH (BPOJKEH]1 Bail PO3BUTKY, 3aTpUMKaA (h13MUHOTO PO3BHUTKY 1 pO3yMOBa

BIJICTJIICTh) CTOCOBHO 3/I0pOB'sl HACTYHUX AiTed. baxkaHo, 1006 KoXHA TOAPYKHS
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napa mpoxXouia MEIUKO-TEeHETUYHE KOHCYJIBTYBAaHHS 10 TUTAaHYBaHHS JITOPOJIiH-
HSI.

Ha npuiiomi B Jikapsi-reHeTHKa BpaXxOBYIOThCSI BCI OCHOBHI CKJIQJIOB1 BHILIE-
BKa3aHOTO pU3uKy. HalOiabI TpyAOMICTKUI TIPOIIEC — OIIHKA T€HETUYHOTO BaH-
Taxy, TOOTO Ti€l HECHIPUSATIMBOI CHAJKOBOCTI, IO JICTajacs HaM BiJ COTEHb IIO-
KOJiHB TpenkiB. Takuii BaHTaXK MA€ThCSA B KOXHOI JIFOJMHUA — aJKE TTOMIJIKOBO
JyMaTH, 110 TIOBCIOJHUI MYyTaIlIHHUI TPOIIEC 30BCIM HE TOPKHYBCS T'€HIB HAIIMX
npabathkiB. KoxkHa jtoiuHa € HOCIEM Y cepelHboMY 3-4 TeHIB CaJKOBUX XBOPOO.
Le xyxe mpuOIM3HMIA MIAPAXYyHOK, 00 (haKTHMYHA KIJIBKICTh NATOJOTIYHUX MYTallii
y T€HOMI OY/Ib-SIKO1 JIFOJJMHU 1CTOTHO O1JIBIIIE.

BusiBUTH HOCIiB yCiX aHOMaJbHUX T€HIB MPAKTUYHO HEMOXJIMBO. B nanuit
yac BUSIBIICHA JokKamizaiisa Bxke moHaa 500 Takux TeHiB 1 el CHUCOK MOCTIHHO
30UTbIIy€ThCSI. 3BUYAHO, B MEPINY 4Yepry HEoOX1JHO BM3HAYAaTH YacTOTy Haii-
OUIBLI PO3MOBCIOKEHUX Y MOITYJISALIT MATOJIOTTYHHUX aJeJIeH.

Kpim ckiamanHs pooBofdy, JTiKap-TeHETUK MOKE 3alpONOHYBATH MAIIEHTY
IF€HETUYHE TECTYBAHHS Ha HOCIMCTBO HAWMOIIMPEHIUX 1 TSKKUX CHAJKOBHUX 3a-
XBOpIOBaHb. HallOIbIl pO3MOBCIOKEHUMHU CHAJAKOBUMU XBOPOOAMH B €BPOTICH-
ChKiW TOMyYJIALI1 JIFOJeH € MyKOBICIIMJI03, CITIHAJIbHA M'si30Ba atpodis Ta peHiake-
TOHYPIA.

VY Toii ke yac, BiJICYyTHICTh y POJOBO/Il BUMA/KIB BUIIEBKAa3aHUX 3aXBOPIO-
BaHb 11I€ HE € FapaHTIE0 BIJICYTHOCTI HOCIACTBA BIAMOBIIHUX aneyiel. Y mepeBax-
Hili OLTBIIIOCTI BUTAJKIB JITH 3 TAKUMH XBOPOOAMH HAPOKYIOTHCS B POIWHAX 3
HEOOTSKEHOI0 CIaaKoBICTIO. e TpamiseTbest Koy y nutro01 3yCTpUIKCS HOCIT 0/1-
HAKOBOT'O IMATOJIOTIYHOTO TeHa. [Ipu mbOMy PU3HMK HAPOKEHHS XBOPOi JTUTHHU
3BUYaAlHO ckiianae 25%.

Jist npoislakTUKY MepepaxOBaHUX 3aXBOPIOBAHb JIOCUTh OOCTEXKUTH OJIHO-
ro 3 MapTHEPIB MOAPYXKHKOT Tapu. SKIO Yy HHOTO BHUSIBICHO HOCIHCTBO aHOMAJTh-
HOTO aJielid TeHa, TO HeOoOXITHEe TaKOXK OOCTEKEHHS 1HIIIOrO MapTHepa Ha HOCIMCT-
BO 11bOr0 X anend. Lle o0cTexxeHHs: mOTPIOHO MPOBOJIUTH JI0 3aIUTIIHEHHS, YU Ha

paHHIX TepMiHax BariTHOCTI (10 10-14 TvxHIB).
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KpiM Tarapss maToJIOriyHOi CIaJKOBOCTI, JIKAP-TEHETHK BHU3HAYA€ TAKOX
(bakTopu 30BHIIIHBOTO CEPEOBUINA, IO MOXKYTh HETAaTUBHO BIUIMHYTH HAa I'€HOM
CTaTEBUX KIIITHH, a TAKOXX Ha PO3BUTOK muioay. [Ipu mboMy BpaxoBY€EThCS PSIT MO-
MEHTIB: BUPOOHMYI Ta MOOYTOBI IIKIAJWBI YMHHHUKH, CTaH 3JI0POB'Sl TIOJPYKIKS,
HasBHI XBOPOOMW Ta BXXMBAaHHS IUITIOOHUMH MAapTHEPAMU PI3HUX MEIUKAMEHTIB Y
nepioJ, o Nepeaye 3a4aTTio Yi 0e3M0cepeaHbO 11 Yac BariTHOCTI TOLIO.

SKIII0 KOHCYJBTYBaHHS IMIPOBOJAMTHLCS JIO HACTAHHS BariTHOCTI, TO MICHISA Ki-
JIbKICHOI OIIIHKM PU3MKY CHAJKOBOI Ta BPOJXKEHOI MATOJIOTIi y MalOyTHIX AiTel
pOIMHA OZEPKY€E PEKOMEHAIIT TAKOTO 3MICTY:

— ONTHMAJIBHI 3aXO0/IH I1JATOTOBKH JI0 BariTHOCTI,

— IHAMBIyaJIbHE CIIOCTEPEIKEHHSI MallOyTHBOT MaTepi MMiJl Yac BariTHOCTI,

— MOJXJIMB1 CIIOCOOM MiATBEPIKEHHS YU CIIPOCTYBAHHS KOHKPETHOTO CHajl-
KOBOT'O 3aXBOPIOBAHHS Y IJI0/Iy B EPIIOMY-JIPYTOMY TPUMECTPaX BariTHOCTI.

SKI0 KOHCYJIBTYBaHHS MPOBOAMUTHCS BXKE B MEP10J BariTHOCTI, TO, 3BUYAil-
HO, MOBa MOK€ OyTH TUTBKH MPO PEKOMEHAIlli CTOCOBHO CIIOCTEPEKECHHS Ta TIpe-
HATaJbHOI JIArHOCTUKH. AJI€ BCE X TaKU HAUKPAWUM YACOM 0/l 366PMAHHA 00
MEOUKO-2eHEMUYUHOT KOHCYIbmayii € nepiod, Koau poouHa uie miibKu HIAHYE
HapoOICeHHs nepeicmia.

JI1s1 TOUHOTO BU3HAYEHHS TOTO, SIK1 aJielil TeHIB OJiepxaja JUTUHA (a mpo1iec
el BUMAJAKOBUHM 1 KEpyBaTH HUM HEMOXKJIMBO), MiJ 4ac BariTHOCTI MPOBOIUTHCA
poLeaypa y3STTs 3pa3KiB HABKOJIOIUTIAHUX BOJ (aMHIOLIEHTE3) YM BOPCUHOK XO-
pioHa (0Oiormcist XOpioHa).

biomcis xopioHa — 11€¢ y3STTS MijJ YJIbTPa3BYKOBUM KOHTPOJIEM MPOOH BOP-
CHHOK eIITeNi0 X0opioHa (monepeaHuKa mianeHT). Baxiaugo, 1mo6 npu oMy He
3MIMCHIOBATIOCS HISKMX MaHIMyJIAIiA Oe3rmocepeHbo 3 mioaoM. biorcis xopioHa
MPOBOJAUTHCSA MK 9-M 1 10-M THXKHSIMU BariTHOCTi. AMHIOIIEHTE3 3/11MCHIOETHCS Ha
15-17-My THXKHI.

3a TakMX yMOB, Y BHUNAJKy BUSIBICHHS 3aXBOPIOBaHHS y NUTUHU OAaTbKU
MaroTh MOXKJIUBICTh MIPUHHSATH PIlIEHHS TPO MPUITMHECHHS YH MPOJIOBKEHHS BariT-

HOCTI.
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OcTtaHHIM 4acoM 3'siBWJIacs MOJKJIHMBICTH 3a JOIIOMOT'OI0 TEXHOJOII 3aIruiij-
HEHHsI «y TpoOIpIl» MOCTAaBUTH J[1arHO3 eMOpIOHY 1€ /10 MEPEHOCY HOro B MOpPO-
KHUHY MaTKH, 10 JO3BOJISIE MOAPYAKHIM Napl YHUKHYTH NepEPUBAHHS BarITHOCTI.

Kputepiem epekTMBHOCTI MEIUKO-TEHETUYHOTO KOHCYJIbTYBaHHS B HIUPO-
KOMY PO3YMIHHI CIY>KUTb 3MEHIICHHS YaCTOTH MATOJOTIYHUX ajelield, a OKpeMoi
KOHCYJIbTAIlll — 3M1HA MOBEAIHKU MOAPYKHIX Hap, IO 3BEPTAOTHCS 3 MUTaHb JITO-
poninHs. [Ipu mupokoMy BHOPOBaPKEHHI MEIUKO-TE€HETUYHOTI'O KOHCYJIBTYBaHHS
MOXKe OyTH JOCSITHYTE JESIKE 3HUKEHHS YacTOTHM CHAJAKOBUX XBOPOO, a TaKOXK

CMEPTHOCTI (0COOJIMBO AUTAYOT) y JAHIN MOMYJIALIi.

KonTpoJbHi 3annuTanHs 10 Temu 5.9

1. YoMy MenuuHy JOMOMOTY 0cO0aM 13 CMaJKOBUMHU XBOpOOaAMU HAJAIOTh y
5-6 pa3iB yacrille, HI’K 1THIIUM XBOpUM?

2. Slxi BUaM JOTIOMOTH TepeI0aueHo I XBOPUX Ha CMaIKOB1 MATOJIOT1i?

3. [llo Bu 3HaeTe npo TpUBAIICTh XKUTTS XBOPUX HA CMAJIKOBI MATOJOTIi?

4. Ha3BiTh OCHOBHI COILiaNIbHI 3acaau MPOQIIAKTUKH CHAJKOBUX 3aXBOPIO-
BaHb.

5.V yomy nosnsirae nepBUHHA NMPOQIIAKTHKA CTIAJKOBUX MATOJIOT1H?

6. Ha3BiTh OCHOBHI MPUHIIMIH IJIAHYBAaHHS HAPOKEHHS JIITEH.

7. YKaxiTh TOJIOBHY 3acay MOJIMIIEHHS )KUTTEBOTO CEPEIOBHUIIA IO IUHU.

8. OOrpyHTyiiTe HEOOXIAHICTh 3aX0/11B BTOPHHHOI IPO(DITAKTUKNA CIIAAKOBUX
3aXBOPIOBAHb

9. Y yomy noJifirae TpeTuHHA Npo(UIaKTUKA CIIAJKOBUX 3aXBOPIOBAHB?

10. ITosicHITP OCHOBHI MIPUHITUIN YIPABIIHHS €KCIPECIEI0 TEHIB Ta HABEITh
TIPUKIIA]TH.

11. Ha3BiTh 0cOOMMBOCTI MPOGhITAKTUKN HA OCHOBI YIIPABJIiHHS €KCIIPECIEI0
I'€HIB CTOCOBHO MOHOTE€HHHUX MaTOJIOTIH.

12. Ha3BiTh 0co0MMBOCTI NMPOGUIAKTUKY HAa OCHOBI YIPABJIiHHS €KCIIPECIEIO

T€HIB CTOCOBHO MYJIbTH(AKTOPHUX CIAKOBHUX MATOJIOT1H.
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13. Ilo Bu 3HaeTe mpo MHEepCrEeKTUBU 3aCTOCYBAaHHS T'€HHOI 1HXKEHepll Y
npod1IaKTHUII CIIAJKOBUX MATOJIOTH?

14. ITosiIcCHITH OCHOBHI 3acajy MJIaHyBaHHS CIM 1.

15. V yomy momsirae oXxopoHa HaBKOJUIIHBOIO CEpeAOoBUINA K (hakTopa
npo(1IaKTUKN CIaJAKOBUX 3aXBOPIOBAHb?

16. SIk1 3aBAaHHS CTOATH MEPE] MEAUKO-T€HETUYHUM KOHCYJIbTYBaHHSIM Ta 3
SKAMH COIIaJIbHO-€TUYHUMH MPOOJIeMaMU CTUKAEThCS KIHIYHUN TeHeTuk? Bka-
KITh IUIAXHU X BUPILICHHS.

17. 3 sxux eramiB CKIAJAETHCA MEIUKO-T€HETUYHA KOHCyibTauiga? Jlaiite
XapaKTEPUCTUKY KO)KHOMY 3 HHX.

18. [Ilo Ha Baimly AYMKY € OCHOBHUMH KPUTEPISIMU €(HEKTUBHOCTI METUKO-

TE€HETUYHOI'0 KOHCYJIbTYBaHHs?
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6. CMMAOKOBI NOPYLWEHHA PO3BUTKY TA NOBEAIHKHU

JloBruii yac BBa)xanocs, 110 NPUYMHAMU CTIHKUX BIJIXWICHb Y PO3YMOBOMY
Ta (PI3UYHOMY PO3BUTKY € MpPEHATAIbHI TEPATOr€HH1 YUHHUKH, MATOJIOT1s MOJIOTIB,
TpaBMH, 1H(DEKIIT Y1 THTOKCUKAI] Y paHHbOMY Billl. Jlocaruenus Giosorii Ta me-
JUIMHU OCTAHHIX JECATUPIY MPUBEIU 0 KOPIHHOTO MEperyisaay uux yssieHb. [le-
PEKOHJIMBO JOBEJICHO, IO 3HaUYHA YaCTHHA CTIHKUX BaJ PO3BUTKY € HACIIAKOM
CHAJKOBUX 3axBopioBaHb. lle Mae He nuie CyTTEBUN TEOPETUYHHM 1HTEpeC, a U
BEJIMKE MPAKTUYHE 3HAYCHHSI.

Konu cnagkoBiCTh SIKOrO-HEOYb MOPYLIEHHSI PO3BUTKY 0€3yMOBHO BU3Ha-
4yeHa, TO 11, MePII 3a BCe, I03BOJISIE€ CKIACTH OUIBII TOYHI Ta MOBHI YSBJICHHS PO
HOro KIIHIYHY KapTUHY (HalpUKIa, Mpo HAWOLIbII WMOBIPHI YCKIaJAHEHHS), PO
MO>KJIMB1 BapiaHTH IMHAMIKH 1 TPOTHO3Y XBOpoOu. Taki 3HaHHS Ba)KJIMBI HE TUTBKU
JUIS pPO3POOKH MEIMYHHX JIKYBAIHHO-MPOMUIAKTUYHUX 3aX0A1B. BOHU MOXYTh 1
NOBUHHI CcTaTh 0a30r0 JUIsi BHU3HAYEHHS CTpaTerii 1 TaKTHKW I[ICHUXOJOIro-
nearoriqyHoi KopekiiitHoi poootu. Kpim Toro, 3’ IBISETHCS MOMKIUBICTH PO3POOKU
HAYKOBO OOTPYHTOBAHUX KpPUTEPIiB MEIUKO-TEHETUYHOTO KOHCYJIBTYBaHHS Ta

TUTaHYBaHHS CiM 1.

6.1. MpunynHN Ta 3aranbHi MexaHi3aMn BPpOMKEHUX Bag PO3BUTKY

OpHe 3 mepmMxX MiICLb Yy CTPYKTYpl IWUTAYUX IATOJNOTIH, HNEPUHATAIBHOL
(mos0roBOT) Ta PpAaHHBOI AUTIYO0I CMEPTHOCTI 3aiMaIOTh BPOHKEHI BaJl PO3BUTKY.
BpomxkeHa Bajga po3BUTKY BU3HAYA€EThCS SIK CTiiKa Mop(osoriyHa 3MiHa oprasy,
Horo yacTuHu ab0 AUISTHKH T4, 110 BUXOJIUTh 3a MEXK1 HOPMaJIbHUX Bapialiid Oy-
JIOBY Ta MOPYIIYE iX (YHKIIIFO.

[TpyuunHM Baj pO3BUTKY pi3HOMaHITHI. Lle MoxyTh OyTH MyTaiii, Ais mpo-
BOKYIOUMX YMHHHUKIB Ha CXWJIBHHHA 10 Ne(EeKTy OpraHi3M, BIUIMB TEPATOTCHHHX
YUHHUKIB. TepaTOreHHUMMU YMHHUKaMH, a00 mepamozenamu BBaXaOTh (pakTopu
OTOUYYIOUOI'0 CEPEIOBUIIA, SIKI TOPYUIYIOTh €MOPIOHAIbHUI PO3BUTOK, BILIUBAIOUU

MPOTATOM BariTHOCTI.
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6.1.1. BHyTpimiHi YMUHHUKY MOPYLIEHb PO3BUTKY

Myranii. Ha nomto myTtariii npunanae nonan 30 % ycix Baj po3BUTKY. 3a-
JISKHO BiJl PIBHsI, HA IKOMY BI0YJIacsl MyTallisl, iX MOJUISAIOTh Ha T€HH1, XpOMOCO-
MHI (IIOPYLIEHHSI CTPYKTYpPHU XPOMOCOM) Ta F€HOMHI (IOpPYLIEHHSI KUIBKOCTI XpO-
MocoMm). ([us. po3min 5.2.).

Ha renni myTtanii npunagae 6iau3bko 20 % ycix Bag. OHI€0 3 TaKUX Bajl
PO3BUTKY € PO3LICIUICHHS] BEPXHbOI I'yOH Ta MiAHEOIHHS SIK OUH 3 KIIHIYHHUX MPO-
sBiB cuHApoMy Ban nep Byna.

Banu po3BUTKY, COpUYMHEHI XPOMOCOMHHMMHM Ta T€HOMHHUMH MYTalisSMH,
3aiiMaroTh 0u3bKo 10 %. [IpukmagoM TyT MOXKYTh OyTH Baau Ceplls IPU CUHIPO-
Mmi [layHa.

Enpoxpunni xBopodu ta meradouiuni aedexru. Ili naTonoriyni Bixu-
JICHHS MOXYTh IPUBOJUTU 10 MUMOBUIBHMX BUKUJHIB 200 mopyuryBatd Mopdo-
JoriyHy nudepeHuianio opradiB mioay. Taki siBUILA BUSIBJIECHI HNPU LIYKPOBOMY
niabeTi, JeSKUX MyXJIMHAX, (PEeHUIKETOHYPIi, IHIINUX MOPYIIEHHSX 0OMIHY PEUOBUH
y Matepi.

Ilepe3piBaHHsA cTaTeBHX KJITHH. Y pa3l JECUHXPOHI3alli MPOLECIB OBY-
JALIT Ta 3aIUTiIHCHHS BUHUKAE SIBUIIE, SIKE JICTAI0 Ha3BY «IEpe3piBaHHS CTATEBHX
KJIITUHY». MOXIIMBE nepe3piBaHHs K SULEKIITHH, TaK 1 ciepMaro300HiB. [lepespi-
BaHHS T'AMET MOJKE MPU3BECTU 10 NMOPYLIEHb KUIBKOCTI XpOMOCOM, IO MPU3BENE
JI0 PO3BUTKY €MOPIOHY 3 TSHKKUMU CHAAKOBUMU MOPYLICHHSIMHU.

Bik 0aTbkiB. Y 17IOMy pslil CHaJKOBUX MATOJIOT1M BHUSIBIEHO BIUIMB BIKY
OaTbKiB.

BceranoBneHa 3ajeXHICTh YaCTOTH JIEAKUX BaJl (HANpUKIAJ, pO3LIEIIICHHS
BEPXHBOI I'yOM Ta MiAHEOIHHS) Ta AyTOCOMHO-JOMIHAHTHUX CIIaJIKOBUX 3aXBOPIO-
BaHb (HAIPUKJIAJ, aXOHIPOIUIa3ii) Bij BiKy OaTbhKa.

Baau nuxanbHOI CHUCTEMM 4YacTillle BUSIBISIIOTBCA y JIITEH, HapOIHKEHUX

IOHUMH MaTepsIMU. Y MaTepiB CTapIIUX BIKOBUX I'pyIl 301JIbIIIEHA BIPOT1HICTH HA-
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POMKCHHS TUTUHW 3 TCHOMHUMU MYTaHiHMI/I, IPHUKIIAJIOM 90I'0 MOKC 6YTI/I CHUHI-

powm JlayHa.

6.1.2. 30BHINIHI YUHHUKHU NOPYLIEHb PO3BUTKY

J10 30BHINIHIX YUHHUKIB MOPYIIEHHS PO3BUTKY HAJIEXKaTh TEPATOr€HHI YHH-
HUKH, SK1 JII0Th 0e3MmocepeIHbo Ha eMOpioH uM 1utia. Ha ix wacTky mpumanae me-
Hie 5 % ycix Bag po3BUTKY. Cepen HUX BUAULSIIOTH (i3WYH1, XIMI4HI Ta 610J10T14-
H1 YUHHUKHU.

®iznyHi ynHHUKU. D13UYHI YUHHUKY KJIACU(PIKYIOTh Ha KiJIbKa TPYIIL.

[lepmr 3a Bce, 1e paaiamiiiHi, MexaHi4Hi, BiOpaliiiHi, ITyMOBI Ta TeMIIepaTy-
pH1 (akTOopu oTOUyrOUOrO cepenopuina. Cepen HUX 3HAYHE MICIIE MOCIIal0Th Me-
XaHIYHI YUHHUKHU.

ITpy mopyueHHSX BariTHOCTI 1HKOJM YTBOPIOIOTHCS aMHIOTHYHI TSDK1, K1
MOXXYTh MPUBOAUTH 0 MEPETSOK Ha KIHI[IBKaX, BUKJIMKAIOUM iX TINOMIIA31I0
(3HAYHY 3aTPUMKY PO3BUTKY) 1 HABITh aMITyTallo.

Majna KibKICTh aMHIOTHYHOI PIAMHU MOYKE MPUBOJIUTH J0 PO3BUTKY BaJl Ki-
HI[IBOK, JO T1HOINIAa311 HU)KHBOI IIEJIEITH TOIIO.

[TepemkomxkaTi HOPMAJIBHOMY PO3BUTKY €MOpioHa a®o IOy MOXYTh
KpPYyIHI MIOMH MaTKU (HE3JOSKICHA MyXJIMHA M’ S30BOTO IIapy MATKH).

XimiyHi YyuHHMKHA. [[0 XIMIYHUX YMHHUKIB BIIHOCATHCS PI3HOMAHITHI pe-
YOBUHU.

[Tepmn 3a Bce, 1e Aesiki JIIKapchbki mnpernapatu. Hanpukiaa, npu BKUBaHHI
MaiOyTHHOIO MaTip 10 MPOTHCYJOMHOTO TMpernapaTy y AUTHHH MOXE BUHUKHYTH
pO3IICTUICHHS TyOHu Ta TigHEOIHHS, MiKporedaris, Tirnoriasis HIFTIB 1 KIHIIEBUX
dananr naneiiB abo aedopmailis Hoca. JJoOpe BijOMI HACIIJKU BXXKUBAHHS Talli-
nomiay (TpaHKBLII3aTOp; MpenaparT, KK 3HIMae HaNpy>KeHHs, TPUBOT'Y, CTPAX) —
BUHUKHEHHS TSDKKUX BaJ] KIHI[IBOK, PO3IICTUICHHS TYOU Ta IMiTHEO1HHS.

XiIMI4HI PEYOBHHHM, K1 BXKUBAIOTHCA B MOOYTI a00 BUKOPUCTOBYIOTHCA Ha
BUPOOHMUIITBI, TEXX MOXKYTh OyTH TepaToreHamu. Hampukiia, B)KUBaHHS aJIKOTOIIO
BariTHOIO JKIHKOIO MOYK€ BUKJIMKATH TSDKKI TMOPYIICHHS PO3BUTKY I1oay. EMOpio-
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TOKCUYHUMU BJIACTHBOCTSIMH BiI3HAYAIOTHCS IMIMPOKO BXXMBAHI B MPOMUCIOBOCTI
CIOTyKHu — O€H3UH, 6eH3011, (DEHOJI, COJII BAXKKMX METAIIB.

BioJsioriuni yuHHMKkM. J[0 O10JOrYHMX YMHHUKIB BIAHOCATHCS BipycH. Bi-
JoMi TepaToreHHi edeKkTH BIPYCiB KpacHyXu Ta nuromerainii. Tak, Bipyc KipHOi

KPaCHYXH BUKJIMKAE YpaKCHHS IIEHTPaJbHOT HEPBOBOI CUCTEMH, BaJl OPTaHiB 30-

py Ta CIIyXy.
6.1.3. CymicHa 1isl reHeTUYHHUX i CepeIOBUINHUX YNHHUKIB

VY BuUmankax cyMiCHOI Jii reHOMY Ta ()aKTOPiB HAaBKOJIUIITHBOTO CEPEAOBHIIA
BUHUKAIOTH MOPYIIEHHS PO3BUTKY, SKi MAlOTh MYJIbTU()AKTOPHUN XapakTep (IUB.
po3xain 5.7.2.). Yactka mynbTudakTopHuX Baj ckiagae npuomusno 50 %.

3aniexHo Bij 00’ €KTY Ta Yacy Aii yIIKOIKYBaIbHUX YMHHUKIB PO3PI3HSIOTH
rameTormnarii, 6;actomnarii, emOpionarii Ta geTomnarii.

I'amemonamia € HacIiKOM ypaKeHHs CTATEBUX KIITHH, 110 MPUBOIUTH 110
NOPYILIEHHS! T€HETUYHUX CTPYKTyp. Jlo rameromnariii BIIHOCATHCA BCi T€HETUYHO
00yMOBJICHI1 BPOJIPKCHI BajJy, B OCHOBI SIKMX JIeXKaTh MyTallli B CTAaTEBUX KIIITHHAX
0aThKiB XBOPOTO.

Axmo eMOploH ypaKyeTbCs MPOTIAroM Nepmux 15 AHIB po3BUTKY (cTamisd
OJIACTOIMCTH), TO TaKe SIBUIIE JICTANO Ha3BY Onacmonamii. Hacioiakom Gnacto-
natii Moke OyTH 3pOIIEHHS OJIU3HAT, HASIBHICTh OJTHOTO YM JIBOX OYHUX SIONTYK, 1110
3MWIIKCA 1 po3TamoBaHi mocepenuHi. YactuHa mo3aidyHMX (OPM XPOMOCOMHHX
XBOPOO (AuB. po3ainu 5.5.2. Ta 5.5.3.) — TakoX pe3yybTaT OJacTONAaTIi.

Emopionamii TpamisiOThCS B pe3ysbTaTi Al TEPATOreHHOT0 YMHHUKA Ha
eMOpioH B mepiox 3 16-ro mHs 10 8-9-ro THKHS BariTHOCTI. Jlo 11i€l rpymnu BigHO-
CATBHCA aJKOTOJIbHI, A1a0eTHYHI, MEJUKAMEHTO3H1 Ta BIpyCHI eMOpionarii.

@emonamii — 11€ Pe3yJbTAT MOIMIKOIKEHHS IOy B mepiof 3 9-0ro THKHA
JI0 MOMEHTY HapoJiKeHHs. Bagu naHoi rpynu (3aTpumka nepeMilieHHs ciM’ sstHUKa
B MOUIOHKY, BIAKpUTa apTeplajbHa MPOTOKA, MpeHaTalbHa TiloIJia3is IEBHOTO Op-

raHy 4d BChOTO IJIOLY TOIIO) MOPIBHSHO PiJIKICHI.
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6.1.4. MexaHi3Mu TepaToreHesy

[lepion opranoreHe3y Mae OKpemi 4aCOB1 MMPOMIKKH, TPOTATOM SIKHX JIis T€-
pPaTOreHHUX YMHHUKIB MOXE BUKJIMKATH MOPYIIEHHS HOPMAJIbHOIO (OpMYyBaHHS
oprasiB. {1 mpomMikKH yacy Ha3UBAIOTh MEPAMOZEHHUMU MEPMIHAUIHHUMU ne-
piooamu.

Jlist IKIJIMBOTO YMHHUKA HA IUT1] MOKE MPUBECTHU JI0 MOPYILIEHHS PO3BUTKY
OpraHy TUIBKA B TOMY BUIAJKYy, KOJM BOHa Maja MICLE J0 3aKIHUEHHS Ieploay
(GopMyBaHHs opraHy. SIKIIO TepaTOr€HHMM YMHHUK 3’SIBUBCS IIC/I 3aKIHUEHHS
BIJIMOBIHOTO TEPMIHAIIIHHOIO MEPiOly, TO BIH HE OyjJe MPUYMHOIO Baau. UyTiu-
BICTh 3aKJIQJIOK PI3HUX OpPraHiB N0 il YIIKO/DKYyBaJIbHUX UMHHUKIB pi3HA (Mall.
63). Haii6u1b11 paHo GOpMyIOThCSl BaJld PO3BUTKY LIEHTPAJIbHOT HEPBOBOI CUCTEMU
ta cepus. Crif 3a3HaYUTH, 0 TPUPOHKECHI Bald MPAKTUIHO BCIX OpraHiB (op-

MYIOThCA B nepiil 7-9 THKHIB IPEHATATILHOTO PO3BUTKY.

Em6pioHansHui nepioa Mepioa nnogy
MpeopraHoreHes | -l vy »

(Tuxni) (Tuxni)

6 7 8 9 10 11 12 20 38

LieHTpanbHa HepBoBa cucTeMa

1 2 3 4

Bin 3annigHeHHs
[10 YTBOPEHHS!
[IBOXILAPOBOro iUcka

cepue

oui

3y6mn

nigHebiHHA

30BHilWLHI cTaTeBi OpraHu

3arubenb BpopaxeHi Bagn po3BuTKy ®yHKUioHanbHi fedekTn Ta MikpoaHoManii

Man. 63. TepaToreHnHi TepMiHaIlIHI IEPIOAH JJIS PI3HUX OPTAHIB JIFOAUHH

[Tpupokeni Baau po3BUTKY, 110 BUHUKAIOThH IMICIIA 3aKIHUEHHS OCHOBHOTO
nepioay (GopMyBaHHsI TOTO YM IHIIOTO OpraHy, MalOTh Pi3HI TUIHM MPOSBY: TiMO-

wia3ig (3ylnMHKa pO3BUTKY), 3aTpUMKa MEPEMIIIECHHS Oprany (HampuKiIam,
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ciM’sIHMKa B MOIIOHKY), BTOPHHHA 3MiHa OpraHy (Hampukiaz, nedopmarist KiHIliB-
KM TP HEJOCTATHIN KUIBKOCTI aMHIOTHYHOI PIJIUHH),

Haii6inpn mommpeHuMu BUAaMUA TPUPOHKEHUX MOPYIIEHb PO3BHUTKY € TIO-
BHA BIJICYTHICTh OpraHy (HampuKiIaa, HUPKH, OKa), BIICYTHICTh 200 3HaYHE 3MEH-
IICHHS PO3MIPIB OpraHy (Hampukiaa, OJHIE] HUPKU, CEJIe31HKH, KIHI[IBKH), TTOBHA
BIJICYTHICTh MPOTOKK 200 MPUPOAHOTO OTBOPY (HAIMPHKIAJ, 30BHIIITHHOTO CIyXO-
BOT'0 IIPOXOJY, aHYCY), MEPEeMIIICHHS KIITHH, TKAHWH a00 YaCTUHU OpraHy B 1HIITY
TKaHUHY a00 opraH (Hampukiaj, KIITHH MANUTYHKOBOI 3aJI03M B TOBCTHI KHUIIIEY-
HUK), 30epeKeHHs] eMOPIOHAJIbHUX CTPYKTYp, SIKI B HOPMI 3HMKAlOTh Ha MEBHIN
cTajli po3BUTKY (HAPHUKJIAJ, BIIKpUTA apTepiajibHa MPOTOKA y OJHOPIYHOI IUTH-
HU), 3BY’KE€HHS IIPOCBITY OTBOpY a00 KaHay (HampHKiaja, KJamaHHOTO OTBOPY ce-
pIisi), 30UIBIICHHS KUTHBKOCTI OpraHiB abo X 4acTWH (HAMPUKIIAJ, TOJBOECHHS MaT-
KM, CEUOBO/IIB), HE3BUYAIHE PO3TAlllyBaHHs OpraHy (HampuKiIaa, HUPKU B MaJIOMy
Ta3i, cepus — 30BHI TPYAHOI KIIITKH).

VY ocHOBI TepaToreHe3y JeXaTh MOPYIICHHS MOAUTY, Mirpaii Ta audepeH-
IIFOBAHHS KJIITHH.

Hopywennsa nodiny kaimun MOXe BUSBIATHCS Y TAIbMYBaHHI I[bOTO MPO-
HEeCy ax JI0 MOBHOI 3yNMUHKU. Pe3ynbTaTtoM moaiOHUX MOpylieHb MOXe OyTH TiIo-
mia3is ab0 BIACYTHICTh OyIb-IKOTO OpraHy abo WOTro YaCTUHH, a TAKOXK 3aTPUMKa
3IUATTA €MOPIOHATIBHUX CTPYKTYp (pO3IIeIyieHHs ryOou Ta migHeO1HHS, CTUHHOMO-
3KOBa a00 YepernHO-MO3KOBA IPHKA TOIIO).

[Ile omuH BUA MOPYIICHHS] KOHTPOJO TOMUTY KIIITHH BUSBISETHCS HA TKa-
HUHHOMY PiBHIi, KOJIM HE HAcTa€ MPUPOJHA 3arudenb eMOpioHaIbHUX KIITHH. Ta-
KUl MEXaHI13M JIe)KUTh B OCHOBI1 30epeKeHHsI eMOpIOHAIBHUX CTPYKTYpP Ta BIACYT-
HOCTI IPUPOIHOT MPOTOKH YU OTBOPY.

Hacnigkom nopywennsa mizpauii knimun moxe 0yTu po3TallyBaHHsS opra-
HY B HE3BUYAHHOMY JUJIsl HBOT'O MICL] (JIMB. BUILIE).

Iopywenns ougepenyiayii Moxxe HACTYIUTH Ha Oy/b-IKOMY €Tarli PO3BU-

TKY, 110 COPUYMHUTH YTBOPEHHA Macu HeAu(pepeHiHOBaHUX KIITHH, BIICYTHICTb
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oprany, MopdoJioriuny Ta (yHKIIOHAIbLHY HE3PUTICTh, @ TAKOXK 30epeKeHHS eMO-

PIOHAJIBHUX CTPYKTYP.

KoHTpoJsbHi 3anuTanHsa 10 Temu 6.1

1. JlaiiTe BU3HaA4€HHS BPOKEHUX BaJl PO3BUTKY.

2. Ha3BiTh BHYTpIIIHI YAUHHUKYU TOPYIICHHS PO3BUTKY.

3. BusHauTe yacTKy pi3HUX BUAIB MYTalllil SIK BHYTPIIIHIX YUHHUKIB MOPY-
IICHHA PO3BUTKY. HaBeniTe mpukiiagm.

4. Slk BrTMBaE Bik OAaThKIB HA OPYIIEHHS PO3BUTKY iXHIX JITEH?

5. SIx1 30BHIIIIHI YUHHUKH NOPYIIEHHS pO3BUTKY Bu 3HaeTe?

6. YkaxiTh Pi3uyH1 YUHHUKU MOPYIICHHS PO3BUTKY Ta MOSICHITH 1X JIIIO.

7. SIki pe4OBUHU MOXYTh OyTH XIMIYHUMH YMHHUKAMH TOPYIIEHHS PO3BUT-
Ky? HaBeniTh npukiagy.

8. Illo Bu 3naete nmpo 61010T1YH1 YUHHUKH TTOPYIISHHS PO3BUTKY?.

9. SIxy yacTKy cepel yCiX BaJ PO3BUTKY CKJIaJat0Th MYJbTU(PAKTOPHI BaaH
Ta SIK BOHU KJIACU(PIKYIOThCS?

10. Illo Take rameromnaris?

11. YV yomy nonsiratrors O1acronarii?

12. o Take emOpionarisa?

13. IosicHITh NOHATTS «(peTonaTii.

14. JlaiiTe BU3BHAYEHHS TEPATOTEHESY.

15. ¥V sxuii mpeHaTtaqbHUKN Mepio] MOXKYTh C(hOPMyBaTHCS TIPUPOJIKEHI Ba-
JI1 PO3BUTKY MPAKTUYHO BCIX OpraHiB?.

16. Ha3BiTh HaltO1IbIII OMMUPEH] BUIU MIPUPOHKCHHUX MTOPYIICHb PO3BUTKY.

17. Slki UMTOJIOTIYHI MPOIECH JieKaTh B OCHOBI TepaToreHesy? Haenitsh

IIPUKJIIA]IN.

6.2. PosymoBa BiagcTanictb

P0o3yMOBOIO BIACTAICTIO, YA 1HTEJIEKTYAJIbHOIO HEIOCTAaTHICTIO Ha3UBAIOTh

CTIWiKe TTOPYIIEHHS Mi3HABAJIBHOI JISUTbHOCTI BHACTIJOK YPaKeHHS TOJIOBHOTO MO-
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3ky. s Bama mocuth HeonHOpigHA 3a OaraTbMa MOKa3HUKAMU — 32 MPUYMHAMU,
KJIIHIYHOIO KapTHUHOIO, TUHAMIKOIO, TICUXOJIOTIYHOK CTPYKTYPOIO MOPYIIECHHS TO-
mo. Huni po3yMoBa BiICTaNICTh BBAXKAETHCS OJIHIEIO 13 JOCUTH MOIIMPEHUX Bajl
po3BUTKy. [i momynsiitna yactoTa y pisHMX KpaiHax cBity cknangae 0,4-2,7 %. Jlo
TOTO K BOHA Ma€ TEHACHIIIO IO 3pPOCTaHHS.

binsbko 80% po3yMoBO BiACTAIMX JITEH CTpaxnaae Ha onirogpenito. bi-
JBIICTH ONMropeHiB Mae 3HaueHHs KoedilieHTa 1HTEeNeKTy B Mexkax 51-70 Oaiis.
[e Tak 3Bani AeOUTM. binbln TsKKI nopylIeHHs iHTenekTy (21-50 6aniB) y imOenu-
niB. [Ipu 3nadyenHi koedimienta inTenekry B mexkax 0-20 6aniB HasBHA 1A10Tis.

Onizoghpenia xapakTepu3y€eThCs UIMM KOMIUIEKCOM MAaTOJOTTYHUX O3HAK:

— 3aTPUMKa 3arajJbHOr0 PO3BUTKY;

— HEJI0CTaTHICTh a0CTPAKTHOTO MUCJICHHS;

— €BOJIIOTHBHUM (TTOBUIBHUI) XapaKTep AMHAMIKH XBOPOOH;

— paHHii (10 2-2,5 poKiB — JIOMOBHHI NEP10/1) MOYATOK MATOJOTTUHHUX 3MIH.

Habyma neooymkysamicmp (1eMeHIlis1) BUHUKAE Mi3HINIE, HDK omirodpe-
Hisg. BoHa mMoxe OyTH BUKJIMKaHa Halpi3HOMaHITHIIIMMHU NPUYMHAMU: 30BHIIIHE
OpraHiyHe ypa)KeHHSI TOJOBHOTO MO3KY, HECHPHATIMBHUH mepedir mm3odpeHii ta
eniJIencii, IesKl CIaIKoBl JereHepaTUBHI XBOPOOH.

VY xiiHI4HIA KapTUHI AeMeHlli (Ha BIAMIHY BiJ oJirogpeHii) nepeBaxaroTh
SIBUIIIA TIOPYIICHHS BKe cPopMOBaHUX (Xxo4ya 0 4acTKOBO) (pyHKIIiH. SIKIIO O3HAKH
3aTPUMKH PO3BUTKY 1 HAsIBHI, TO BOHM MalOTh JpYyropsjHe 3HaueHHs. Bignanenuii
IPOTHO3 JMHAMIKHM JAEMEHIIi, 0 OCOOJIMBO BaXJIMBO JJIsi KOPEKIIIHOI meaarori-
KM, MOXK€ OyTH CaMUMH PI3HUM — BiJI €BOJIFOTUBHOTO JI0 YITKO MPOTPEAIEHTHOTO
(zuB. po3ain 5.3.3.).

OpHo3Ha4YHE PO3MEKYBAHHS JIEMEHIIIT Ta OJMITOPPEeHii MOKIMBE HE 3aBXK]IU.
Oco0nuBO 11€ BaKKO BU3HAYUTH Y Billl 2-4 POKIB, KOJIM O3HAKH 3aTPUMKH PO3BUT-
Ky Ta IMOUIKOPKEHHS LIUUIKOM CITIBBIIHOCHI 32 CBOIMU BHECKaMU B CTPYKTYpY K-
HIYHUX TposBiB. [IpoTe po3MexyBaHHS WX MATOJOTIYHUX SBUII Oa’kaHe HaBITh 3
YUCTO MPAKTUYHUX MO3UIIIHN, OCKUIBKUA KOXHUN 3 IIUX BUJIIB PO3YMOBOI BiJICTaIOC-

TI BUMAara€e ocoOJIUBOI CTparerii KOPeKLIMHUX 3aXO0IB 1 MOXE PO3PI3HATHUCS 3a
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nporuo3oM. TyT AOpeuHO 3ayBakuTH, 110 3/4 BUMAAKIB PO3YMOBOI BICTAJOCTI €
T€HETUYHO OOYMOBJICHUMH 1 Jiniie 1/4 BUKIMKaHa 30BHIITHIMUA YHHHUKAMH.

Cnin miaKpEeCInTH, 0 PO3yMOBa BIACTANICTh MPU CHAJKOBUX XBOpOOax €,
SK MPaBUJIIO, OJIHUM 3 CUMITOMIB Yy CKJIQJHIN KIIHIYHIM KapTHUHI 3aXBOPIOBAHHS.
JIist Aesikux crajikoBUX XBOpOO BOHA € OOOB'SI3KOBUM CUMITOMOM, a JJIs 1HIIMX —

¢irypye He y BCiX BHIaIKaX.

6.2.1. PosymoBa BiaCTAJICTh NPH NOPYILICHHSA KiJIBKOCTI XpOMOCOM

Ha wgactky omirodpenii, 00yMOBI€HOT PI3HUMH XPOMOCOMHHUMH TOPYIIEH-
HsAMU, punaaae 6nusbko 10-12 % ycix BUMagkiB po3yMOBOI B1JICTAJIOCTI.

['onoBHa KJIiHIYHA OCOOJIUBICTH XPOMOCOMHHUX XBOPOO — pO3yMOBa BijcTa-
JICTh 1 MHOKMHHI Baau po3BUTKY. Cepen AiTe 3 MHOKMHHUMU BaJiaMu PO3BUTKY
XPOMOCOMHI XBOpoOH CKJIaatoTh O0JIu3bK0 43 % BUTIAIKIB.

Cepen xBOpoO, BUKIIMKAHUX KLIbKICHUMU ROPYUIEHHAMU AYMOCOM, HaW-
nomupeHimuM € cuaapom Jdayna (nuB. poszain 5.5.2.). Yci xBopi Ha cunapom Jla-
yHa XapaKTepU3YIOThCs 1HTENEKTYaJIbHOK HEJIOCTATHICTIO PI3HOTO piBHA: 5 % —
JerKoto, 75 % — nmoMipHOIO Ta BUpaxkeHoro, 20 % — BaxKKoIo.

XBOp1 JITH MarOTh MIJISIBE MUCIIEHHS, HE 3/1aTHI J10 aOCTpaKili, yepe3 Cuiy
OTAHOBYIOTh MPOCTi apudMeTuyHi Jii. Y 4acoBl BOHU OPIEHTYIOTHCS TipIIe, HIK Y
npoctopi. YuTaHHs Ja€ThCA JIEeTIe, HIXK MUChbMO — OUIBIIICTh YMTAE HAIIBUJKY 1
HaBITh BUPA3HO, KOMIIOKOYM MOAYJALIL rojocy aopociux. [lepekasyBaTtu npoum-
TaHe JITU 3 CHHApoMOoM JlayHa 3/1aTHI TUTBKH 3 MUTAHHIMU; CAMOCTIMHUN Mepekas
JA€THCA 3 BETUKUMU TPYAHOIIAMH 200 HEMOXKITUBUH.

MoBa po3BUBA€THCA MI3HO: MEPIII CIOBA 32 TUIIOBOI XBOPOOH 3’ SBIISIOTHCS
Ha I1'TUH pIK, a IPocTi ¢ppa3u — Ha BocbMUil. OcOOIMBO CAOKOIO € aKTUBHA CIIO-
HTAaHHA MOBHA JIsUTbHICTB. 3amac ciiB OiMHMiA, 3 6araTboX MpUYHH (HEJOPO3BHHE-
HA BEpXHs IleJena, Maroyoris 3yOHUX psIiB, HAATO BEJIUKUN S3UK) MOPYILIECHE
3BYKOYTBOPECHHSI.

Emomii y xBopux Ha cunapoMom JlayHa OifHi, 1iTH HECAMOCTIWHI, HE TPO-
SBJISIIOTH 1HIIIATUBH, HAJITO IMIJIAI0THCS HABIIOBAaHHSAM, CXUJIbHI 0 HACJIyBaHHsI,

224



IMITyJIbCUBHI (IIOPUBHI, HeNepe10auyBaHi), HEBMOTHBOBAHO BIEPTI, YACTO MPOSIB-
JSIIOTh HETATHBI3M (0COOJIMBO JI0 BCHOTO HOBOTO). ONHAK, eMolliiiHa cdepa y Hux,
NOPIBHSIHO 3 1HTEJIEKTOM, MpOsBIsSeThcs Kpaule. [itu 3 cunapomom Jlayna nobdpe
PO3PI3HSIIOTH CTaBJICHHS /0 cebe OTOUyIUYuX, 0arato XTo 3 HUX YyHHUH Ta MO-
CBOEMY J0ANIMBHM, IM BJIACTUBE BIIYYTTSI COPOMY, 00pa3u, 30€HTEKEHHS, CIIiBIIC-
pPEKUBAHHSL.

VY xBopux Ha cuHapom JlayHa cmocrepiraerbcsi pi3HOMaHITHUN TemIepa-
MeHT. OJIHI 3 HUX METYIJIUBI, HECIIOKIMHI, JTy>Ke€ JOMUTIIMBI, B yC€ BTPYUarOThCA,
TOBAPHCHKi, ajie TOJIOXJIUBI, 6araTo 9oro OOSTHCS, TIEPIIT 32 BCE HOBU3HU. Y BITHO-
CHHAX 3 IHIIMMHU YacTO JIACKaBl, 0X04Y€ PO3MOBIISIOTH, CIPOMOKHI KOPUCTYBATUCS
xectamu. PanicHo cripuiiMaioTh MOXBajly, pEeBHHMBI, BUMArarTh 0 ce0e yBaru 1 He
JTOOJISITh, 00 i CIPSMOBYBAM Ha 1HIIKMX. Pa30M 3 TUM 111 IiTH IpaTiBIUBI Ta 31,
3aTHI HUIIKOM 00pa3utu ciiadmoro. OaHak y OUTBIIOCTI BUMAAKIB BOHU JIPYKHI
Ta 100PO3UWINBI.

[HIm giTi ManmopyxiuBi, He3rpaOHi, 3aMKHYTIi, Oaiyxi, Ipu crpoOi 3ay-
YUTH B PO3MOBY BIJIOBIIAIOTH OJHOCKIAJ0BO 1 4YacTo HeBiaj («3a0yB», «HE
3HAIO», «HE MaM'saTaro» TOIo). B poOOTy BKIIIOUAIOTHCS MOBOJI, ajie SIKIIO 1€ Bif-
OyBa€ThCs, MPAIIOIOTh BEJIbMH CTapaHHO 1 Tepruisde. EMolriini 0coOIMBOCTI Ta-
KHX AIT€Hl MOXKYTh OYyTH CAMUMHU PI3HUMH.

Cunnpomy JlayHa NpuaUISIEThCS BEIMKA yBara HE TUIBKM TOMY, IIIO BiH 3Y-
CTpiYa€eThCd YacCTilIe, HK 1HIII XPOMOCOMHI nopyiieHHs. Lle npukman Toro, sik
3HaHHS KJIIHIYHUX OCOOJIMBOCTEH (CXWIBHICTH /10 HACIIyBaHHS, LIKABICTh, y Jie-
SAKUX — TTOCUII0UICTh, 3HAUHE 30€peKEeHHs eMOIIIHOI cepu TOI0) J03BOJIsIE€ BUO-
paTu OMOpH1 NO3uULIi Jisi T00YA0BH HaBUYAJIbHO-KOPEKI1HHOTO Tipouecy. L1 3HaHHs
TaKOX JAf0Th 3MOTY IMPOTHO3YBATHU MOBEIIHKY Y4HsI, 0COOJIMBO B MEPi0Ji CTATEBOTO
JO3pIBaHHS, SKMH XapaKTEPU3YEThCS MPOSBAMU APATiBIMBOCTI, IPyOOCTI, MiJBH-
IIEHOT CEKCYallbHOCTI, HECTIMKOTr0 HACTPOIO B MOENHAHHI 3 ACSIKAM 3POCTAaHHSIM
1HTEJIEKTyaJIbHOTO TMMOTEHITIATY.

[Ipu nopywenni yucna cmamesux xpomocom po3yMoOBi Ta MCUXIYHI aHO-

MaJii BIAPI3HAKOTHCS MEHIIOK TSKKICTIO, HIXK IPU NOPYIICHHSIX YUCIa ayTOCOM. Y
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[MX BUIAJIKaX 4acTO BIICYTHSI a00 BUSIBISIETHCS B JIETKUX (popMax po3yMoBa Biji-
CTaJIICTh; 3aTe MOPYIICHHS €MOIIHHO-BOILOBO1 chepu 3BUYANHO JOCUThH BUPA3HI 1
HEPIAKO BIAHOCATHCS 10 IPOBIAHUX JIarHOCTUYHUX O3HAK 3aXBOPIOBAHHS.

[Tpuknagamu XBOpOO, CHPUUYMHEHUX MOPYIICHHSIMHU KITBKOCTI CTaTEBHUX
xpomocoM, € cunapomu lllepemeBcekoro — Tepuepa ta Knaiindensrepa (quB.
po3ain 5.5.3).

[Tpu cunapomi llepemeBcbkoro — TepHepa (XBOPIOTH JIUIIE KIHKH) BiJl-
CTaBaHHSI pPO3YMOBOT'O PO3BUTKY HE€3HAUHE 1 3ycTpiuaeTbes auiie y 16-25 % Bumna-
IkiB. Pemta XBOpUX BIJ3HAYAETHCA BY3bKICTIO 1HTEPECIB, HU3BKUM IOTEHL1AJI0OM
MUCJICHHS, TAJIETJIICTIO Ta CBOEPITHUM KUTTEBUM MPAKTULIU3MOM.

Hiuatka 3 cunapomoM IllepemeBchkoro — TepHepa n00pi, mpariento0Hi,
HEPIJKO CXWIbHI 10 MOBYAHHS, JIFOOJATH OMIKYBaTH MOJIOAIINUX, MIOPATHCS BIOMA.
[Ipu HacTaHHI cTaTEBOI 3pUIOCTI HEPIJAKO BUHUKAIOTh HEBPOTHYHI pPeakilii, MOB's-
3aH1 3 YCBIJOMJICHHSIM CBO€T HEMTOBHOL[IHHOCTI. XBOP1 CTalOTh 3aMKHYTUMHU, JpaTi-
BJIMBUMH, YaCTO BEJYTh ceOe OpyTalbHO.

Cunapom Knaitndesabrepa 3ycTpiuaerbest TUlbKK y xjonuukiB. [Ipu mpo-
My PO3YMOBA BiJICTANIICTh BUSBIAETHCA Y 25-50 % BUMaAKIB 1 Bapito€ BiJ MPUMEK-
HUX CTaHIB JI0 ACOUIHHOCTI. Y XBOPHX 3BHYANHO MEpeBakae HE MOPYIIECHHS 1HTE-
JIEKTY, a BIIXHUJICHHS B €MOI[IITHO-BOJIbOBIN cepl o Tuily iHGaHTHII3MY (AUTSIUO-
cri). IM BnacTUBI He3pimicTh AyMOK, HECTIHKICTh yBaru, HU3bKA Mpalle3JaTHICTh
yepe3 3HAuHy CTOMJIFOBAHICTh, MiJABHUINEHA HABIIOBAHICTh, cjla0Ka 1HIIIATUBHICTD,
HE3JaTHICTh 10 TpUBaJIOl BOJIBbOBOI Aii. XBopi Ha cuHapoMm Knaitnpenstepa cxu-
JbH1 10 TOBYAJIBHUX, YACTO MyCTUX PO3MIPKOBYBaHb. Y HUX KapHKaTypHa JOPOC-
JICTh MOBH, Maii’e MOCTIHA HE3aJ0BOJICHICTh, CXUJIBHICTh 10 OypUYaHHs.

Sk 1y pasi cungpomy lllepemeBcbroro-TepHepa, MpoTIToM mepiogy craTe-
BOT'O JI03pIBaHHS BUSBIISIOTHCS HEBPOTHUYHI peakilii (HaiuyacTimie 4epe3 yCBiAoM-
JIEHHS CBO€I MATOJIOTIi), III0 HOCATh BUPAXEHUU Ta CTiiikuil xapaktep. [loBeainka
XBOpUX Ha cuHapoM KnaitHdenbTepa XxapakTepu3yeThCsl MIOTAaHUM HACTPOEM ax 0
JIETIPECUBHOTO CTaHy, JAPATIBIMBICTIO, HAB’SI3JUBICTIO TyMOK. Hepinko BusBiis-

I0ThCSI CTAaTeB1 3004€HHS (TOMOCEKCYaIi3M).
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6.2.2. Po3ymoBa BigcTajicTh, BUKJIMKAHA XPOMOCOMHUMH adepaui-

AMMUN

CranxoBi XBOpOOH, CIIPUUUHEH] MOPYIICHHSIMH OyJIOBH XPOMOCOM, TEX Xa-
PaKTEPU3YIOThCSL BaJjaMU PO3yMOBOIro po3BUTKY. Cepel HMX HaWBIAOMIIIUMU €
cunapoM Binbsimca — belipena, cunapom Jlexxena, cuanpom Bonbda — XipmxopHa
Ta 1HIII.

HaiixapakrepHimumMu o3HakamMu cuHApoMy Binbsimca — Beiipena (cunn-
poM «o0nmuust enb(ha») € He3BUYAMHE O0INYYs, 3BYKCHHS HAJAKIAaHHOT YaCTUHH
aopTu a0o JIETEHEBO1 apTepii, MiJBUILIEHUN BMICT KaJbIIil0 B MJIa3Mi KPOBI.

[TonyndauiitHa yactota 3axBoproBaHHs Bapitoe B Mexax 1:10000-25000 Ho-
BOHAPOKEHUX HE3AJIECKHO Bij crati. [laTonoris cipuynHeHa Jenenieo B JI0Bro-
My eyl 7-0i xpomocomu (7¢11.23), axa oOiiiMae 6113bKo 15 reHis.

OcHOBHMMH KJIIHIYHUMU O3HaKaMu cUHApomy Binbsmca — beiipena € kopo-
TKHUI HIC 3 BIIKPUTUMHU BIIepe] HI3APSAMH, IIMPOKA BEPXHS 1 By3bKa HWKHS IIEJIe-
na, HaJTO IIMPOKHUI POT, MOBHI IIOKH, BIJIKOMWJICHI ByXa, €MIKAHT, MAJIUN 3piCT.

(Maun. 64).

Mamn. 64. Cunapom Binbsimca — beiipena
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Maiixe Bc1 XBOP1 BIJ3HAYAKOTHCS IHTEJIEKTYAJIbHOK HEJIOCTATHICTIO Ha P1BHI
iMOermibHOCTI (IQ B Mexkax 30-50 6ainiB). Bonu 3BuyaiiHo gocuth Oanakydi, Ko-
PHUCTYIOUUCH BEIMKUM CIOBApHHUM 3aIacoM, aje iX MOBa BiJ3HAYA€THCS HaOOpOM
IITAaMITIB, K1 9acTO BXXMBAIOTHCS HEBITONAM, 0€3 3B s3KY 3 CUTYyarli€o. biabmricTs
13 HUX Ma€ TapHUM MY3UYHUN CITyX.

Hitu 3 cungpomoM Binbsimca — beiipeHa, ik npaBuiio, 100p0o3U4INBI, TIPU-
BiTHI, CiIyxHsHI. CrIoCcTepiraloTbCs pi3HOMaHITHI HEBPO3OMOAIOH] pO3iaan — CTpa-
X¥, HaB SI37TUBI JYMKH, €Hype3 TOIIIO.

CrernudiyHoi Tepamii HHOTO 3aXBOPIOBAHHS HE ICHY€, TOMY OCHOBHE MiCIIe
TyT 3aliMa€e CUMIITOMATUYHE JIIKYBaHHS Ta KOPEKI[IHHO-BUXOBHA po0OOTa.

VY MKiIbHOMY HaBYaHHI XBOP1 JITH MEHII YCHILIHI, HIXK MOXHA CIOJIBATH-
Csl, BUXOJISIUU 3 X OCOOMCTICHUX SIKOCTEH Ta piBHsA iHTeNeKTy. [IpuunHamu TyT €
TPYJHOIIl OpraHizamii HaBYaJIbLHO-TPYIOBOIO IMpOlieCy, MiJABUIIEHA CTOMJIIOBA-
HICTb Ta NEPECUYIIUBICTh XBOPHUX JITEH.

Cunapom Jle:xkena ta cunapom Bouabda — XipmixopHa omnucani Buile
(zuB. po3nia 5.5.1) 1 yepe3 TAKKICTb PO3YMOBOI BIJCTAJIOCTI Ta HE3HAYHUI TEPMiH
KUTTSI XBOPUX TYT HE PO3TIISAAIOTHCS.

Jlo cnaakoBUX MATOJIOTIH, CIPUYMHEHUX XPOMOCOMHUMHU abepaiisiMu, Mo-
KHa BIAHECTH TAKOX PAJ XBOPOO IMIOPHUHTUHTY, CEpel SKUX HANBIAOMILIIUMH €
cnaakoBi cunapomu [Ipanepa — Bl Ta Aarensmana (quB. po3ain 5.6.1).

Cunapom Ilpagepa — Biunti. Maiixke Bci xBopi Ha cunapoM Ilpanepa — Bi-
JUTL pO3yMOBO BICTalll, ajie 3HAUEHHS 1X KOe(iIlieHTa 1HTEIEKTY MOXE BapiloBaTH
B IMpokoMmy aiana3oni — Big 20 1o 90. MoBa yTpy/iHeHa 3 HE3HAUHUM CJIIOBAPHUM
3anacoM. YacTo depes MiJIBUIICHY NEPECUUINBICTh 1 CTOMIIFOBAHICTh XBOPUX 1HTE-
JICKTYyaJIbHI TPYAHOIII 3/Iaf0ThCS OLTBIN BUPAXKCHUMU, HIXK BOHHM € Hacmpas/i,. SIk-
10 BPaxOBYBaTH 111 0COOJIUBOCTI B HABYAJILHOMY IIPOLIEC], TO MOXKHA JIOCATTH 3HA-
YHO OLIBIIMX yCHIX1B NOPIBHSHO 3 OYIKYBaHUMU.

XBopi Ha cunapoM [lpagepa — Bimwni, sik nmpaBuio, 1o0po3uwinBi, ane 0e3-

1HIL1aTUBHI, 3 YACTUMHU PI3KUMU HEBMOTHMBOBAaHUMH 3MiHAMU HACTPOIO. Y Psifl BU-
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NaJKIB Yy XBOPUX BUSABIISIOTHCS ayTUUYHI PUCU XapaKTepy, L0 MOXKE MPUBECTH /10
MOMMWJIKOBOTO JIIarHO3Y «ayTHU3M.
Jns mopocinux XBopux Ha (DOH1 PO3yMOBOI BIJICTAJIOCTI PI3HOTO CTYIEHS
TSDKKOCTI XapaKTepHI eMOIliifHa HECTIWKICTh Ta HU3bKa I3HaBaJIbHA 37]aTHICTh.
XBOpl HA CHHAPOM AHreJbMAaHAa BiJA3HAYAIOTHCS TSKKOIO PO3YMOBOIO Bij-
CTaJICTIO @X /10 PiBHSA 1J10Tii, HEBMOTMBOBAHOIO BECEIICTIO, YACTUM BHCYBaHHSIM

S3UKa, TPyOOI0 3aTPUMKOI0 MOBHOT'O PO3BUTKY.

6.2.3. Po3ymoBa BiacTa/IiCTh NP MOHOTEHHUX XBOPO0ax

Jlo rpynu MOHOT€HHHMX NATOJIOTIM 3 PO3YMOBOIO BIJICTAJICTIO BITHOCSTBHCS
JIesIK1 CIa kOBl XBOPOOM OOMIHY PEYOBHH, XBOPOOM CIIOJIYYHUX TKaHUH, OKpeMi
dbopmu Mikpouedaii, rigpouedanii Ta psij IHIIUX 3aXBOPIOBAHb.

Ak Oyno BiA3HaueHO Bulle (OuB. po3ain 5.4.2), cepel MOHOTEHHUX 3aXBO-
pIOBaHb YHCIICHHY I'PYIY CKJIQJar0Th CIAAKOBI JeekTn 0OMiHY, 1 30KpeMa eH3H-
momnartii, abo (epmenrtonatii. Ha crorogui Bimomo nonaa 100 ensumonarii, i3
SKUX Maike JJIs TOJOBUHU MPUHIIMIIOBO PO3POOJIEHI METOAN MEAUKAMEHTO3HOIO
YH JI€TOJIOTIYHOTO JIIKyBaHHS. PaHHS J11arHOCTHKA 1 CBOEYACHO MOYATE JIIKyBAaHHS
B OUIBIIOCTI BUMAJAKIB 3a0€3ME€UyIOTh MOMEPEKEHHS YPAXKEHHSI MO3KY, a OTXKeE 1
PO3yMOBY BIJICTANICTh, HA CAMHX YPa3JIUBUX €Tarax uoro ¢GopMyBaHHs. Y CIAAKO-
BYIOTHCSl €H3UMOIIATI{ 32 ayTOCOMHO-PEIIECUBHUM a00 X-34YETUICHUM PEleCHBHUM
TUMoOM. IX momyssuiliHa yacToTa Bapiloe B LIMPOKUX Mexax — Bim 1:1000 mo
1:1000000 HOBOHAPOKEHHX.

Bu3HavyaibHOIO JTAHKOIO €H3UMONATIi € BIACYTHICTh 200 3HAYHE 3HUKEHHS
aKTUBHOCTI MEBHOTO (ePMEHTY, IO OJOKY€E a00 BUKJIMKAE ICTOTHE MOPYIICHHS TO-
ro 4 1HWOro OioximMiyHoOro mpouecy. OCKIIbKA OUIBIIICTh (DEPMEHTHUX CHCTEM
0araTOKOMIIOHEHTH1, €H3UMOMNaTii 3BUYaliHO MPEACTAaBJIECHI KUJIbKOMA I'€HETUYHU-
mu popmamu. Ciij TaKOXK BpaxyBaTu, 0 (PEpPMEHT MPAKTUYHO 3aBXKAHU MpUMae
y4acThb Y KUIBKOX METa0OJIYHMX JIAHLIOTaX, BHACIIJOK YOr0 3aXBOPIOBAHHS Bpa-
A€ KiTbKa CUCTEM OpPraHiB, TOOTO € MOJICUMITOMHUM. Y TaKUX BUMAIKax 130-
JLOBaH1 MOPYIIEHHSI IHTEJIEKTY 3yCTPIYalOThCs PiJIKO, ajie 0COOJIMBO YacTO Bpaxka-
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€ThCs 31p (IpH rajaakTo3eMii, TOMOLIMCTHHYPIi, MyKONOJicaxapHu103ax, aMaBpOTH-
YHI{ 17110T1i TOIIIO).

OpHi€ro 13 NOMMPEHUX 1 100pe BUBYEHUX €H3MMOIATIH € (peHUIKeTOHYpist
(muB. po3ain 5.4.2.). ['0I0BHUM HACHIIKOM IIOTO 3aXBOPIOBAHHS € PO3YMOBa Bi/l-
cTanicTh: B 65% — rnmuboka, B 32% — 3HauHa Ta noMipHa 1 jguiie B 3 % — serka. Lle
KOPEJIOE 3 TAKUMHU MOP(OIOTTYHUMHU O3HAKAMHU SIK BTOPHHHA MiKkporedanis, Mana
Maca MO3Ky, neheKTH MieiHI3alii B KOpl BEIMKUX MIBKYJb (0COOIHMBO B IOOOBHX 1
CKPOHEBHUX 30HAX) Ta 1HIIMX HEPBOBHUX CTPYKTYypax (HampHKiIaa, y 30pOBUX IPOBi-
JTHUX IIJIIXaX).

VY ngiteit, XxBopux Ha (EHUIKETOHYPIIO, BUSBIISIIOTHCS 3HAYHI MOPYIICHHS Y
PO3BUTKY MOBU: BOHHM 200 30BCIM HE3JaTHI FOBOPUTH, a00 BKUBAIOTH OKPEMI CJIO-
Ba, SIKI HE MOB’s3aH1 3 00’ €KTaMu. 3BYKOBIATBOPEHHS Ta PO3yMIHHS MOBU OTOUY-
I0YMX MOpPYILIEHE.

BinsHavaeTbcsl moraHa KOOpAMHALS PyXIB, YAaCTO TPAIUIAIOTHCSA €MUIEHTH-
dbopmHI HamaIu.

[ToBeninka XBopux pi3Ha. B ogHMX BHUIIagKax BOHA XapaKTEPU3YETHCS PyXO-
BHM HECIIOKOEM, OC3IUIBHUMH MaHIMYJISALIsIMU 3 MpeaMeTamMu 1 T.1. B iHmumx — mi-
TH MTACUBHI, MJISIB1, O30aBJIE€HI BIAYYTTS MPUXUIBLHOCTI, TIOTaHO BII3HAIOThH OJIU3b-
KHX, TIO’KBABJTIOIOTHCSI TOJIOBHUM YWHOM TIPH 3TaJIII PO 1Ky .

[TopymieHHs! 1HTENEKTYaJIbHOTO PO3BUTKY BHUSBIICHO TAKOX Y JIEAKUX TETE-
PO3UTOT — HOC1iB aHOMaJILHOTO reHa. Y 4 % BUNAAKIB BUSIBJICHA JIETKa IHTEIEKTY-
aJlbHA HEIOCTATHICTh, a B 6,5 % — HUKHS MeKa HOPMHU 3a 1HTEJIEKTOM 3 BIJINOBIJ-
HUM HEBHUCOKHM PiBHEM OCBITH, TPOQECIHHOI Ta COIIAIbHOT ajanTariii.

Buacna nieroreparisi 103BoJisse npuOiau3Ho B 90 % BunaakiB momnepeauTH
PO3BUTOK PO3yMOBOi BiICTANOCTI. SIKIO JIKYBaHHS MOYUHAETHCS B CTapIIOMY Bi-
111, PO3BUTOK 1HTEJIEKTYaJIbHOT HEIOCTATHOCTI MOMEPEUTH HE BAAETHCS, ajie MOBe-
JIHKA IeN10 HOPMaIi3y€eThCsl, pIIIe TPAIUISIOTHCS eNUIeNTONOA10H1 HAaMma Iu.

[Tpu nesikux 3axBoproBaHHAX (X HA3MBAIOTh «XBOPOOAMM HAKOTIMYCHHSD))

NOILIKOJKEHI (PEPMEHTH PO3NAAY JACSIKUX PEYOBHH, BHACIIJOK YOrO OCTAHHI HAKO-
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MUYYIOTHCS B KIITHHAX, MOPYIIYIOYH BCIO 1X KUTTEMSUIbHICTD. [IpuKkiagom Takmx
MaToJIoOrii MOXKYTh OyTH XBopoOa Himana — [lika, Mykomnosicaxapu103u Ta 1HIIi.

VY Bunanky xBopoou Himana — Ilika BusiBiserbcst aepiuut GepMeHTy po3-
nafgy Jiniay chiaromieniny. [IpogykT HEMOBHOTO PO3May IHOTO JIMiAY HAKOH-
YYIOThCS B KJIIITUHAX MEYIHKH, CENIE31HKH, TOJJOBHOTO MO3KY, JiM(aTUYHUX By3iaxX,
aimdonutax. XBopoba Himana — Ilika cipuYnHIOETHCSI MyTalli€ro reHa chinromi-
emurazu (SMPDI), nokanizoBaHOro B KOpOTKOMy Ttuiedi 11-01 Xxpomocomu
(I1pl15.4-15.1) 1 ycnagKoOBY€ETHCS 3a ayTOCOMHO-PELIECUBHUM TUIIOM. BUaiIAOTH
JeKUIbKa (hOpM 3aXBOPIOBAHHS, ajl€ BC1 BOHU XapaKTEPU3YIOThCS IIBUAKUM HApOC-
TaHHSM TSDKKUX HEBPOJIOTIYHHUX PO3JaJiB 1 MOpYIIEeHb (PI3UYHOTO Ta PO3YMOBOIO
PO3BUTKY. XBOpi TMHYTH Y Billl 3-5 pokiB. CepeaHs: po3MOBCIOIKEHICTb XBOPOOH
Himana — Iika cknagae 1:250000 HoBoHapoxkeHUX. JIIKyBaHHS CHMIITOMaTHYHE.

Jlo cnaakoBUX 3aXBOPIOBaHb 3 PO3YMOBOIO BIJCTANICTIO BIIHOCATH 1 CUHJ-
pom Maprina — BeJsa (nuB. po3ain 5.6.2.). Lle — X-34eruiena pernecruBHa naToJso-
Tisl, SIKa BUSBJISIETHCS IEPEBAKHO Y XIIOMUHUKIB.

VY Bcix Bunaakax cuHapomy Maprina — benna BUsBIsSIETbCS pO3yMOBa Bij-
CTaNICTh, IpOTEe rHOUHA 11 pi3HA. Tak, AJI XBOPUX XJIIOMYHKIB CTYMIHb PO3YMOBOI
aHoOMaJIii MOKE BapilOBaTH BiJl TOMIPHOTO J0 ITMOOKOTO (KOE(MIIIEHT 1HTEICKTY
70-35), B TOI e 9ac y 0ci0 KIHOYOI CTaTi 3 Ii€I0 MATOJIOTIEI0 BUSABISETHCS JINIIE
JIeTKa THTEJIEKTyallbHa HEJIOCTATHICTb.

Moga xBopux Ha cuHApoM MapTtiHa — benna yacto mocmiiiHa, HEpUTMIdHa,
NEepeKpydeHa, 3 MOPYIICHHSAM HaroyociB, Hepo30ipiauBa, 3 YaCTUMHU MMOBTOPAMU Ta
TPYAHOILIAMH Y T1100Pi1 CITiB.

TpamnsroThCsi OKpEMI CUMITOMH AUTSIYOrO ayTu3My Ta mu3odpenii. HaBiTe
y TUX BUTAJKaX, KOJH B KJIIHIYHIA KapTUHI MTPOBIHOIO O3HAKOIO € 1HTEJIEKTYalbHI
MOPYIICHHS, JAEsIKI 3 BIACTUBUX ayTH3MYy OCOOIMBOCTEH (Bpa3MBICTh, 3HAUHA 3/1a-
THICTh JI0 NEPECUYEHHS, HU3bKa CIPOMOXHICTh CIUJIKYBAHHS, 1HOJI HAsIBHICTbH
0COOJIMBUX 1HTEPECIB) BEJIBMH ICTOTHI, 1 IX HEOOX1THO BPaXOBYBATH B TMICHUXOJIOTO-

nearoriyHii pooori.
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JluHamika XBOpOOM 1HKOJIM BUSIBJISI€ TEHJAEHLIIO 1O 3HM)KEHHS 1HTEJIEKTya-
JBHOTO PiBHS, 110, MPOTE, BUMAarae CIemiaibHOr0 BUBUCHHS. AKe, KpiM 010J10T1-
YHUX MPUYUH, HA TIEpeOIr MaToJIOrii MOXKYTh CyTTEBO BIUIMBATH HEaJEKBATHI Me-
TO/JM HABYAHHS Ta BUXOBAHHS, B)KMBAaHI IPOTATOM KUTBKOX POKIB. Y 3B’SI3KY 3 IIUM
CYTT€BE 3Ha4YeHHs y poOOTI 3 XBOPUMHU Ha cuHApoM Maprina-benia mae noerarnna
NeJaroriyHa KOpeKIlis.

Cepen pizHOMaHITHHX (OPM PO3YMOBOI BIJCTAIOCTI MOHOTE€HHOI MPUPOIU
BUJIUISIIOTh TaK 3BaHl KcepooepmHui ¢hopmu, KOIU THTENEKTYyaIbHUNA Ne(EKT Moea-
HY€THCS 3 YpakeHHsM miKipu. [IpukinagoM Takux matosioriii Moxxe OyTu Herpodi-
OpoMarto3 Ta TyOepO3HUI CKIEPO3.

Jns  HeiipogiopomMaTo3y xapakTepHa HASBHICTh MHOXHUHHHUX MYXJIUH
[EHTPAJIbHOI Ta nepudepiiHOT HEPBOBOI CHCTEMH, OPTaHIB 30PY, BHYTPIIIHIX Op-
raHiB, aHOMaJlii KICTOK Ta IMIMEHTAIlIi MIKipH, POIUMI IUISIMH.

Bupaszna ¢opma nelipodiOpomaro3y 3ycTpivaeTbes 3 dactoToro 1:2500-
1:3000 HOBOHAPOIKEHHX, YCIIAIKOBYETHCS 32 Ay TOCOMHO-JOMIHAHTHUM THIIOM.

JaHWN Yac BUAUISIIOTH AB1 ¢hopmu HeipodiOpomarosy: kiacuuHy nepude-
piiny (ueripodidbpomaros I, abo xBopoba Pekiminraysena), ren axoi (VF1) noxani-
3oBaHuid y 17-it xpomocomi (17¢11.2), Ta nentpanbHy dopmy (Herpodidpomaros
IT), ren sikoi (IVF2) 3naxonuthes B 22-i xpoMocoMi (22¢12.2).

3axBOpIOBaHHSI Ha Heupodiopomamo3 I BUSBISIETbCS 3 MOMEHTY Hapo-
JUKeHHsS1 a00 B mepuie JecATUpivyysl KUTTSA. Bu3HauanbHOIO Ta HalOLIbII PAaHHBOIO
JIarHOCTUYHOIO O3HAKOIO ITi€1 XBOPOOH € BUCHUIIAHHS APIOHUX TIISIM KOJIbOPY KaBU
B MaxBOBHX 3amnaguHax. JlJigs XBOpUX XapakTepHi Baau OyJ0BH OOJWYYS Ta TLIA:
rojioBa, SIK IMPaBWIJIO, BeIMKa Ta JnedopmoBaHa, pucu oOauuus rpy0i, 30iblIeHa
BiJICTaHb MK MApPHUMH OpraHaMu, OYHI HIUIMHH Ta BYIIHI PaKOBUHH JehOpMOBa-
Hi, KUCTI PYK Ta CTOIHM BEJIMKI Ta IIUPOKI, K KOPOTKA, IPYJIHA KJIITKA Ay’KE CIO-
TBOpEHA.

YpakeHHs: HEPBOBOI CUCTEMHU PI3HOMAaHITHI 32 CIIEKTPOM, MPOSIBOM 1 JIMHA-
MIKOIO, 1110 BU3HAYAETHCS JIOKATI3ALIEI0 Ta pO3MIPOM HOBOYTBOpEHb. [IposiBamu ix

€ 3HWKECHHS 1HTEJNEKTY, NOPYIIEHHs [1aM sIT1, yBaru, 1HoA1 cygoMH. L1 o3Haku mMo-
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KYTb BHUSIBIATUCA HE Yy BCiX XBopuX. [lounHal0ThCS BOHM 3 HE3HAYHUX CUMIITOMIB,
ajie, OCTYNOBO HApPOCTAIOUM, MPUBOJAATH JO0 PO3JIaJIB MOBHU, OCIA0JIEHHIO OKpe-
MUX BUUIUX MNCUXIYHUX (QYHKLIH 1, SIK HACTIJOK, A0 TPYIHOIIIB HABYAHHSA. 3 4aCOM
y 0aratbox BHUIIAJIKaX IIKUIbHI TPOOIEMH HAPOCTAIOTh, YCKIAIHIOIOTHCS THANBITY-
ATPHUMU aHOMATISIMH 1 MOKYTh TPUBECTH JI0 IIEPEBOIY HA OUIbII HU3bKUI 200 1H-
JMB1yallbHUI piIBEHb HABYAHHS.

XapakTepHOIO 0COONUBICTIO Helpogiopomamo3y II muny € yTBOpEHHS Ty-
XJIMH Y€PENHO-MO3KOBUX HEPBIB 1 CIIMHHOT'O MO3KY. B KIIIHIYHINA KapTHHI, Tepul 3a
BCE, BUSBIIIIOTBHCS PI13HI HEBPOJIOTIYHI pO3JIaJH, IPOTrPECYIOUE 3HHKEHHSI IHTEIIEK-
Ty Ta OBHUM po3naj ncuxiku. [Ipu npomy, ik mpaBuiio, MyXJUHU Ha LIKIpi Ta 1e-
pudepiiiHux HepBax HE PO3BUBAIOTHCS. (151 KOpEeKUIHHOT MeAaroriky el Tun 3a-
XBOPIOBAHHS ICTOTHOT'O 3HAaYEHHS HE Mae.

JlikyBanHs HeripodiOpomaTo3y cuminroMaruuHe. HasBHI MyXJauHU BUIATIS-

I0ThCSI XIPYPriYHUM IIISIXOM.

6.2.4. MyabTipakTopiajibHO 00yMOBJIEHA PO3YMOBA BiICTAJIICTH

I1s ¢popma po3yMOBOI BIACTATIOCTI BBAXKAETHCS JOCUTH MOLIMPEHOIO, OJIHAK
BHBUYEHA HEIOCTAaTHHO. BBakaroTh, 110 BOHA MPOSBIISIETHCS BHACIIOK aIUTUBHOI
(cymaproi) mii 6araThboX reHiB (CITaJKoBa CKJIaJ0Ba, a00 CXWJIBHICTH) 1 YMHHHUKIB
cepefoBuIa (HeCMmaaKoBa CKaaoBa). Taka po3yMoBa BiJICTAICTh, SIK IPABUJIO, HE
CYNPOBOXKYIOTHCSI HEBPOJOTTYHUMHU PO3JIaJaMHU Ta BUPAa3HUMU MOP(OIOrYyHUMU
BIAXUIEHHAMU. [Ipy 1bOMy 1HTENEKTyalabHa HEAOCTAaTHICTh NMPAKTUYHO 3aBXKAU
JIerKa Ta HEYCKJIaJJHEHA 33 CTPYKTYPOIO.

Takum 4yMHOM, CIAAKOBO OOYMOBJIEHA PO3yMOBA BIJICTATICTh PI3HOMaHITHA
3a KJIIIHIYHUMH MPOSIBAMHU Ta FEHETUYHOIO Mpupoaoro. [Ipu oMy 30BHIIIHI YHUH-
HUKH BTPUYIl pilIe, HIXX T'€HETUYHI, € 0€310CepEeIHbOI0 IPUUNHOIO OPYIIEHb 1H-
TEJNEKTYaJIbHOI'O PO3BUTKY, OJJHAK BOHU MOXYTh CHPUYMHHUTH IPOSB I'€HETUYHOI

1aTOJIOTII.
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6.2.5. PeaOiiitanisi XBOpHUX i3 pO3yMOBOIO BiICTAJIICTIO

[IpoGnemu mikyBaHHS Ta peabuTITaIlli PO3yMOBO BIJCTANUX dITEH TICHO
B32€MOIIOB’13aH1 Ta OXOIUIIOIOTH HIMPOKE KOJIO MEAMYHUX, MEJIaroriuHux 1 collia-
JBHUX 3ax0/1B. Opranizaiis BCeOIYHOI I0MIOMOTrM TaKUM JIITSIM MOBUHHA 31HCHIO-
BaTHUCSl YCTAHOBAaMHU OXOPOHHM 370POB'sl, COL[IaJIbHOTO 3a0e3MeUYeHHs, 3arajbHoi Ta
npodeciiiHoi OCBITH.

HaiiBa)xnuBilow yMOBOI pealuiiTalli po3yMoBa BIACTAINX AITEH € paHHE
BUSIBJICHHSI HEIyTH, CBOEYACHE 1 [TOETAITHE HAJaHHS JIIKYBaJIbHOI Ta KOPETYBaJIbHO-
NeJaroriyHoi JOMOMOIH, Ky Mae€ 3[1HCHIOBATH MEPEXa BIANOBIIHUX YCTAHOB,
muepeHIiioBaHNX 3 ypaxyBaHHSIM BIKy Ta CTyleHs po3yMoBux Baj. Lls mepexa
BKJIIOYA€ CICIiaai30BaHl JOMIKUIBHI 3aKiaagd, JOMOMDKHI IIKOJIM Ta IIKOJIHU-
IHTEpHATH JUIsl BUXOBAHHA Ta HABYAHHS OJITO(PEHIB MIKUIFHOTO BiKY, CIIEiani3o-
BaH1 MpodeciiHO-TEXHIYH] YUMUIIUIIA IS PO3YMOBO BIJICTAIUX MIUTITKIB, a TAKOX
IHTEpHATU COIliaJIbHOIrO 3a0€3MeUeHHsl JJIsi XBOPUX 3 TIMOOKOI PO3yMOBOIO Bij-
CTaJIICTIO.

JlikyBanbpHO-TIe1aroriuia podboTa MoBUHHA (POPMYBATUCA JIJIsl KOSKHOT'O KOH-
KPETHOTO BUMNAJAKY 3 ypaxyBaHHSAM KJIIHIYHOI KAPTHUHU 3aXBOPIOBAHHS, CTPYKTYpHU
IHTEJIEKTYaIbHOTO Je(eKTy, TeMIIEpaMEHTy, MOBU Ta MOTOPUKH XBOpHuX. Benuke
3HAYEHHS B MOJIMIIEHH] HEPBOBO-TIICUXIYHOTO PO3BUTKY AITEH-OIIrOPpeHiB MatOTh
JIOTOTIEIUYHI 3aX0/IU, CIIPSIMOBaHI Ha (POPMyBaHHSI MOBHHUX (PYHKI[IH Ta yCyHEHHS
nedexTiB MoBH. [Ipu iHTENEKTyanbHIA HEAOCTATHOCTI, IO CYIPOBOKYETHCS CO-
MaTHYHHAMH, HEBPOJIOTIYHUMHU Ta PyXOBUMH AHOMANisIMH, BEITUKE 3HAYCHHS Mae
JikyBalibHa (I3KYJNbTypa, CHpHUSiOYa PO3BUTKY MOTOPHUKH, KOOPAMHAIII PYXIiB,
yBaru, eMoLIiHOiI chepu, 3MILIHEHHIO 3arajbHOr0 (P13UMYHOIO CTAHY XBOPHUX.

HaBuanpHO-BuXOBHa po0OOTa B JOMOMIKHIM HIKOMI-IHTEPHATI BKIIIOYAE IO-
YaTKOBI €Taly TPYAOBOI0 HABYAHHS, SIKE 3aiiMa€ OJHE 3 OCHOBHUX MICIIb B MPOIIe-
Cl MIITOTOBKU PO3YyMOBO BIACTAJIUX JITEH O CAMOCTIHHOI CyCMiJIbBHO-KOPUCHOT /i-
snpHOCTI. ColllaIbHO-TPYI0BA ajamnTailis oci0 3 BaJaMH PO3yMOBOTO PO3BUTKY

Mae psjl crienudigHuX 0COOIMBOCTEH, BUMArae CreialibHUuX MOCT1JOBHUX MPHIO-
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MIB 1 METOZIB NpOo(eCIHHOrO0 HaBYaHHS 3 MOAAIBLIMM IOCTYIOBUM BKIHOYEHHSIM

MIJJTITKIB y CAMOCTIHHY TPYIOBY JIsIbHICTb.

KoHTpoJibHI 3aniuTaHHsA 10 TeMu 6.2

1. YV yomy nosisirae po3yMoBa BiJICTaTICTh?

2. [laiiTe BU3HaUeHHA onirodpenii Ta i kiacudikario.

3. OxapakTepusyiTe sBUIIE AEMEHIIil MOPIBHSIHO 3 OJITOQPEHIELO.

4. Po3kpuiiTe 0COOIMBOCTI pO3yMOBOI B1ICTAJIOCTI MPU MOPYIIEHHS KUIBKO-
CT1 ayTOCOM Ha MpuUKIIaji cuaapomy JlayHa.

5. Y yoMmy nossirae OCHOBHA B1IMIHHICTh PO3yMOBOI B1JICTaJIOCTI IIPHU MOPY-
IIEHH]I KUTBKOCTI CTaTEeBUX XPOMOCOM IMOPIBHSHO 3 MOPYIIEHHAM KITBKOCTI ayTo-
com? Ilokaxiteh 11e Ha npukiaal cuaapomis LllepemeBcbkoro — TepHepa Ta Kiaii-
H(enbTepa.

6. OxapakTepusyuTe pPO3yMOBY BIJCTaJNICTh, BUKJIMKAHY XPOMOCOMHHUMH
abeparrisiMu, Ha npukiIaai cuaapomy BinbsiMmca — beiipena.

7. OnuiiTh OCOOJMBOCTI PO3YMOBOI BIJICTANIOCTI y BHUIAJIKY CHHIPOMIB
[Ipanepa — Biyuti Ta Anrenpmana.

8. Y domy mosisirae po3ymMoBa BiJICTAJICTh MPU TaKidi MOHOTEHHIN XBOpPOOi
K (peHIITKEeTOHYpIA?.

9. Oxapaktepu3yiiTe po3yMOBY BIJICTaJIICTh XBOPOTO Ha cuHapoM HimaHa —
[Tika.

10. Ha3BiTh xapakTepHi 0COOJMBOCTI HeWpodiOpoMaTo3y CTOCOBHO MOpPY-
IICHHS PO3YMOBOTO PO3BUTKY.

11. llo Bu 3Haere nmpo MynbTH(HAKTOPHO OOYMOBIIEHY PO3YMOBY BiJICTa-
JICTB?

12. Ha3Bith 3acanu peadiniTaliiii po3yMOBO BIJCTaIUX AITEH.

6.3. 3aTpMMKa NCUXiYHOro PO3BUTKY

Banu ncuxiyHOTro po3BUTKY SIBISIOTH COOOK0 MPOMIKHI MK JEOUIBHICTIO Ta

HOPMOIO (DOPMU 1HTENIEKTYadbHOT HeloCTaTHOCTI (Mal. 65). BoHu po3risinaroThes
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SK OKpeMi TpyTH CTaHIB 3 MaTOJIOTi€I0 PO3BUTKY a00 SIK CAMITOMH, 1110 BXOASTH JI0

CKJIaay Tux 4u IHIITUX HGBpOHOFi‘IHI/IX, MICUXIYHUX 200 COMAaTUYHUX 3daXBOPIOBAHB.
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PieeHb iHmMmenekmy
Mau. 65. Micue Baj ICHUXIYHOTO PO3BUTKY Ha rpadiKy pO3MOALTY IHTENEKTY B MO-
IS

[TommpeHicTh 3aTPUMOK ICUXIYHOTO PO3BUTKY, SIK OKPEMOI I'PYNH CTaHIB, Y
JUTSYUX MOMyJSIisAX Moxe npocsaratd 10 % BiJx yCix BUINAKIB MCUXIYHUX Baj.
3BUYANHO, SIKIIO PO3IJIAAaTH BaJM INCUXIYHOIO PO3BUTKY K CUMITOMH PI3HHX 3a-
XBOPIOBaHb, TO BOHH 3YCTPIYalOThCA 3HAYHO YaCTillIe.

[lcuxiuai Bagu BUSBISIOTHCS Y BHUIJISI 3aTPUMKH PO3BUTKY Pi3HHX cdep
MICUXIYHO1 JISJIBHOCTI — MOTOPHOI, IMi3HABAJIBHOI, €MOIIHHO-BOJILOBOI, MOBHOI 3
pPaHHBOI'O BIKY BHACIIIJIOK YIIOBUIBHEHHS JO3pPIBaHHS BIANOBIAHUX CTPYKTYp IOJIO-
BHOT'O MO3KY.

JliarHOCTyBaHHS 3aTPUMKH MICUXIYHOTO PO3BUTKY MOKJIMBO 3 MEPIIUX MICS-
IiB KUTTA. B oHMX Bumajkax Ha NEPIIMI IUIaH BUCTYIA€ 3aTPUMKa PO3BUTKY
eMOIIIHOI chepH, B IHIITUX — HE3HAYHA 3aTPUMKA PO3BUTKY 1HTEIICKTY.

VYnoBibHEHHS JO3piBaHHS MCUXIYHUX (QYHKIIA MOKE BapilOBaTH BiJl JIETKO-
IO CTyNEHs 10 BUpaxkeHoro. [Ipu jierkomy cTyneHi 3aTpUMKH [ICUXIYHOTO PO3BUT-
Ky (OpMyBaHHS BIKOBHX PYXOBHX 1 MOBHHMX HAaBHUYOK, €MOLIINHHUX peakuUid, pyd-

HUX yMiHb, KOMYHIKaTUBHUX B3a€EMOJIN Ta IHIIUX HEPBOBO-NCUXIYHUX (DYHKIIIN
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3aII3HIOETHCS B MEKaxX OJTHOTO BIKOBOTO IEPIOAY, IPHU CEPEAHBOMY — OLIbII, HIXK
Ha OJIMH BIKOBUU IMEPIOJI, a MPH TSHKKOMY — MEPEBUIILYE JIBA BIKOBI MEP10IH.

[TprumHM 3aTPUMKH TICUXIYHOTO PO3BUTKY reTeporeHHi. Ha ocHOBI 3araib-
HOBU3HAHOI CbOTOJIHI KJ1acuikallii BUAUIAIOTH KOHCTUTYIIOHAIbHY, COMAaTOT€HHY,
NICUXOTE€HHY Ta 3JIMIIKOBO-OpraHiyHy (OpMU 1€l TPyNU CHAAKOBUX MATOJOTIH.

Koncmumyuyionansna popma 3aTpUMKH MCUXIYHOTO PO3BUTKY XapaKTepH-
3y€ThCs OOMEKEHICTIO TMICUXIKU 3 1H)AHTUILHUM, IIA0JOHHUM, IPUMITUBHUM MH-
CIIEHHSIM. AJie Takl XBOP1 HEPIJIKO MAIOTh FapHy MaM’siTh, 3HAUHUH 3a1ac ypuByac-
TUX 3HaHb, BEAYTh ce0e MPaBUIHHO 33 3BUUHUX CUTYAIliil.

Comamozenni iIcuxi4Hi po3naau (acTeHis 1 T.I1.) CYNPOBOIKYIOTh XPOHIYHI
COMaTH4HI XBOPOOU, HAMPUKIIAJ, TIEPTOHIYHY XBOPOOY, UYePEHO-MO3KOBY TpaB-
My, IHQEKIIIFO TOIIO.

Posnagu ncuxiku, BUKIMKAHI JII€I0 TICUXIYHUX TPaBM, HA3UBAIOTHCS HCUXO-
2eHHuMmu. J10 HUX BIJHOCSTHCS HEBPO3U Ta PEAKTUBHI IICUXO3H.

[in 3anumko6o-opeaniunumu BafaMy TICUXIKH PO3YyMIIOTHCS CTIWKI 3aJIH-
IIKOBI SIBUILIA NIEpEHECEHO] McuxiuyHoi XBopoOu. [Ipuknagom mMoxe Oytu adaszis —
po3i1aJ MOBH, SIKHI MOJIATa€e B yTPaTi 3JaTHOCTI KOPUCTYBAaTUCS CIOBaMH Ta pe-
YEHHSIMU JUIsI BUPAKEHHSI TYMOK Ta MOYyTTIB. Ada3is BUHUKAE BHACIIOK ypa-
KCHHSI IEBHUX 30H KOPH Ta MiJKIPKOBUX CTPYKTYP T'OJIOBHOTO MO3KY.

JlocmipKeHHs, CreriaabHO MPUCBSYCHI POJIi TeHETHYHNX YMHHHUKIB B €Ti0-
JIOT1i 3aTPUMKHU TCUXIYHOT'O PO3BUTKY, IPAKTUYHO BIACYTHI, OO ILIi MATOJIOTI MO-
30aBJIeHI TSHKKOTO, TPyOOro XapakTepy, 3yCTpI4aloThCsl B CaMUX PI3HHX 3a Ha0O-
POM 1 CTyH€HEM MPOSBY MOeAHAHHAX. [0 TOTO K BOHU BIJHOCSTHCS B OCHOBHOMY
JI0 BUIIMX MCUXIYHUX (PYHKIIH, MEXaHI3MHU Nepeaayl sIKUX BlJ MOKOJIIHHS 10 TO-
KOJIIHHSI BUBYCHI HEJIOCTATHBO.

['eHeTHYHI YMHHUKH, 032 CYMHIBOM, ICTOTHI y pa3i KOHCTUTYI[IOHAJIbLHUX
(dopM 3aTPUMKHU MCUXIYHOTO PO3BUTKY. [liATBEpIKEHHIM IbOMY € TOBTOPEHHS Y
Pl TIOKOJIIHb XapaKTePHUX O3HAK CTaTypH Ta OCOOMCTOCTI.

Ponb cmaakoBUX YMHHUKIB NP COMATOTCHHIN MCUX1YHIM MaToJI0Tii 3BUYai-

HO BU3HAYA€THCA OCHOBHHUM COMATUYHUM 3aXBOPIOBAHHIM.
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HaiiO1npury posip réHeTUYHl YWHHHMKHU BIJITPalOTh B €TIONOrIT 3aJIUIIKOBO-
OpraHiYHMX MOPYIICHb TICUXIKH.

Po3rnsiHyTi BagM TMCHUXIYHOTO PO3BHUTKY XapaKTEPU3YIOTHCS OOOPOTHICTIO
0araTb0X po3najiB, TOOTO BIIHOCHO CHPHUSATIMBUM MPOTHO30M. B oHMX BUMagKax
Taka 3aTPUMKa MOXE 3 4acOM IOBHICTIO 3HUKHYTH, B 1HIIUX — MOXe€ 30epiratucs
Jiesike HEeTOPO3BMHEHHs Ti€i abo 1HIIOT QyHKIii a00 BiZOYyTHCS KOMIIEHCAIls 1H-
mUMHA QYHKIIAMA. Y ASSKUX BUITQJKAX 3QIMIIAIOTHCS MPOSBH MIHIMAIBHOT MO3-
KOBOI TUC(RYHKIIIT, @ TAKOX TaKi po3Jia iy K CUHIAPOM JeiluTy yBaru, creundiy-

H1 PO3J1a]¥ MIKUIbHUX HABUYOK.

KonTpoJibHi 3annuTanHs 10 TemMu 6.3

1. laiiTe BUBHaUY€HHS Ba/Id IICUXIYHOTO PO3BUTKY.

2. OxapakTepusyiTe JErkui, CepeiHiil Ta TSHKKUWA CTYIEHI 3aTPUMKHU ICH-
X1YHOT'O PO3BUTKY.

3. Ha3BiTh (hopMH 3aTPUMKHU MICUXIYHOTO PO3BUTKY.

4. Yum xapakTepU3yeThCsl KOHCTUTYIIOHATBHA (JOpMa 3aTPUMKH TICUXIYHO-
ro pO3BUTKY?

5. Illo Take comMaToreHHi Ta MCUXOreHHI (POPMHU 3aTPUMKH MICUXIYHOTO PO3-
BUTKY?.

6. Y 4oMy NOJIATaroTh 3JIMILIKOBO-OPTaHIYH1 BaJy TICUXIYHOT'O PO3BUTKY?.

7. Ilo Bu 3Haere npo posib TEHETUYHUX YMHHUKIB Y PO3BUTKY MOPYLIEHb
HICUXIKHU?.

8. SIKuMU IPOrHO3aMU XapaKTEPU3YIOTHCS BaJIU ICUXIYHOTO PO3BUTKY?

6.4. AutAauun aytnam

Knacuunuit qutsunii aytusm, abo cunapom KanHepa xapakrepusyeTbes Mo-
PYLIEHHSAM CHIIKYBaHHS AUTHHH 3 HABKOJMIIHIM CBITOM, 1 II€pUI 3a BCE 3 1HILIUMH
aroabMu. Taka MUMOBUIBHA CaMOI30JISLiSl MPUBOJIUTH 1O MOPYLICHHS PO3BUTKY
eMOIIiiTHOT cepH, MOBH, Mi3HABAJIBHUX (PYHKIINA Ta MOBEAIHKM B3aram. Jutsuuit

ayTHU3M € JOCUTh MOIIUPEHO0 naTosoriero: 2-4 punaaku Ha 10 000 HOBOHapomKe-
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HUX, a 3 YpaxyBaHHIM JIerkuxX ¢opm — 110 4-8 na 10 000. Xmomunku XBOpitOTh y 2-
2,5 pa3u yacrime, HiX aiB4aTka. bimseko 70 % ayTHUHHMX JiTel MarOTh HEIO0PO3-
BUHEHY po3yMoBY AisuibHICTE (IQ Huxue 70) 1 30 % — nuszbky (IQ nuxue 50). He
JUBJISTYUCH HA 3HAYHY MOIIUPEHICTh PO3YMOBOI BIJICTATIOCTI CEpPel ITEH 3 ayTu3-
MOM, XapakTep MOPYIIEHHS Mi3HaBaIbHUX (YHKIIH TIPHU IIbOMY 1HIIUH, HIXK y He-
ayTUYHUX BUTIATKAX.

[lepmni o3HaKKM ayTU3My MOXYTh BHUSBIATHUCS BXKE y HEMOBJST Y BUTJIISII
BIJICYTHOCTI KOMIUIEKCY MO>KBABJIEHHS MPU KOHTAKTI 3 MATIP 10 Ta IHIIUMHU OJIU3b-
KUMH JTFOIbMH.

VY crapiomMy Billl ayTH3M BUSBIISETHCS B «3aHYpPEHHI B ce0e», B 3HIKCHHI
a00 TOBHIN BIJACYTHOCTI KOHTAaKTIB 3 HABKOJIUIIHIM CBITOM. 3OBHIIIHINA BUTJISIA
XBOPHUX Ha ayTHU3M JITEH XapaKTEePU3YETHCS 3aCTUTIIMM BUPA30M OOIWYYS, CIps-
MOBaHHM B ITyCTOTY a00 HEMOBOU BCEpeaMHY ceOe IMOIJISIIOM, BIJICYTHICTIO peak-
1ii «oui B 04i». Pa3om 3 TUM BOHHU BIJI3HAYAIOTHCS MMIJABUIIECHOIO YYTIUBICTIO J0
CBITJIOBUX, 3ByKOBUX Ta 1HIIUX TOJIPA3HUKIB.

XapakTepHe CTaBJIECHHS ayTUYHUX JIITEH 10 OJHONITKIB Ta OJU3bKUX JIFOACH.
OpHl 3 HUX aKTUBHO YHUKAIOTh CBOIX OJHOJIITKIB, 1HII JO HUX OalayXi, TPETi y
MPUCYTHOCTI 1HIIUX JITEH NMEePEKUBAIOTH CTPaXx.

CraBiieHHs 10 OJU3BbKUX JIOCTAaTHBO CyllepewivBe. Xo4a ayTU4H1 AITH 3Ha-
XOJISITHCSA B CHMOIOTHYHIN 3aJIeKHOCTI BiJ PIIHMX, BOHU HE BUSBISIOTH BiAMOBII-
HOI peakuli Ha iX IPUCYTHICTb a00 BiACYTHICTh. [{ITH MOXYTb TPUBOKUTHUCS YEPE3
BIJICYTHOCTI Matepl il Ipu LIbOMY HE pearyBaTH Ha il MosBy. IHKOJIM XBOp1 NPOsIB-
JSI0Th HETOOPO3UWIMBICTH IO MaTepi Ta NMPporaHsatoTh ii. [{i dopmu crminkyBaHHS 3
MaTIp 10 MOXKYTb NEPIOIUYHO YEPTYBATUCS.

Emomiitna cepa xBopux Ha ayTusMm pizHoMaHiTHA. OmHI JITH BIAPIZHSIIOTh-
Csl BITHOCHO PIBHUM HACTPOEM, 1HII MOXYTh OyTH BECeIi, PO 110 CBITYUTH 3a70-
BOJICHUH BUpPa3 00JMYUs, MOABAa MUTTEBOI yCMIIIKa, TPETI HE BUSBIISIOTH Hi HE3a-
JIOBOJICHOCTI, H1 paJIOCTi.

VY xBopux Ha auTauui aytusm Kannepa oco0nuBO pi3Ko 3MiHEHA irpoBa i-

SUTbHICTh. BOHA HEpiAKO 3BOAUTHCS 1O OJHOMAHITHOTO IMEPECUIIaHHS, MEpeKya-
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JAHHS TPEIMETIB, TOCTYKYBaHHS MPEIMETy 00 MpeaMeT, TOPKAHHI0O HUMU 00JIrY-
ysi, OOHIOXYBaHHS, 00JIM3yBaHHS. 3BEpPTAlOTh Ha ceOe yBary TO IIBUAKE MEPeCcH-
YeHHs Oy/b-sSKOI0 TPOI0, TO 3aCTPsIBAHHS HA OAHIN 1 TiM K€ MaHIMyJsii, BIACYT-
HICTh CIO’KETHOCTI, YCKJIQJIHEHHS TPH, 11 CTEPEOTUIHICTh. 3aMICTh TPU IITH MO-
KYTh TIOB3aTH, XOJAUTH, 1HO1 MiAcTpuOyBaTth, Kpytutucs. [licns 3 pokiB onucana
NOBEIHKA 1HO/1 MOEIHYETHCS 3 HAJILIHHUM B1IHOIIEHHSM JI0 OKPEMHUX IPEIMETIB
(irpamrok, CTpi4oK, KOJIIC TOIIO).

MoBa po3BuBaeThcs ciabo. [Ipu 1boMy mopyiieHi BUMOBA 3BYKIB, PUTM 1
TEMII MOBH, BIJCYTHI i BUPa3HICTh Ta 1HTOHALIHE 3a0apBICHHS, KECTUKYIISIIIS,
HassBHE MUMOBUIbHE 0€33MICTOBHE MOBTOPEHHS CIIB Ta ¢pas, MOYYTHX Bij 1HIIMX
JI0JIeH, BKMBaHHS ¢pa3-mTamiiiB. 1'0J10¢ TO TYUHHUI, TO HECIOIBAHO CTA€ TUXUM,
1 IUTUHA TIEPEXOJUTh Ha IIEHIT. XBOP1 MPAKTUYHO HE3Ai0H1 10 mianory. JluTuHa
no30aBJjeHa aKTUBHOTO MPAarHEHH J0 3aCBOE€HHS HOBUX (Ppa3 Ta iX BUKOPUCTOBY-
BaHHSI.

OpHi€ro 13 0COOMMBOCTEH TUTAYOTO ayTU3MY € BITHOCHE 30€peKeHHs a0CT-
pakTHUX (OpPM MI3HAHHS AIMCHOCTI, SIK1 MOJSATAlOTh Y BUKOPUCTAHHI MEPEBAXKHO
TaKTHJILHOTO, HFOXOBOT'O Ta CMAaKOBOT'O aHaJIi3aTOPiB, OCOOIUBO B MEPBUHHUX OPi-
€HTOBHUX peakiiax. OmaHak XBOp1 AITH IMOTAaHO PO3PI3HAIOTH KUBI Ta HEXKHBI
00’ €KTH.

Jnst qutsigoro aytusmy Kanuepa 0coOIMBO XapakTepHI HETaTUBHI PeaKiii
Ha OyAb-sIKI CIPOOM 3MIHUTU 3BUYHUN )KUTTEBUI CTEPEOTHUIl — BUBECTH HA MIPOTy-
JITHKY B HOBE MICIIe, TIOMIHSATH OJIST, 3alPOTIOHYBAaTH HOBY 1Ky. Bce BkazaHe He-
3MIHHO BUKJIMKA€ MPOTECT, HETAaTUBHE BIJHOIIECHHS, MPUMXJIUBICTb 1 HABITh TPH-
Bory. lle cBoepijiHe MOe€THAHHS MCUXIYHOI Oaly’KOCTI Ta BIACTAJIOCTI 3 HAA3BU-
YaifHOIO YyTJIMBICTIO Ta €MOIIMHOIO HECTIMKICTIO 3 POKAMU MiIJIA€ThCS MOBLIBHO-
My, YaCTKOBOMY TIOM’SIKIIICHHIO, ajie MOBHICTIO 1[I OCOOJIMBOCTI HIKOJIM HE 3HUKA-
I0Tb.

ETionorist (mpuurvHU pO3BUTKY) PAHHBOTO AUTSIYOTO ayTU3MY HEAOCTATHHO
JOCTiKeHa, ajie OUYeBHUIHO, III0 BOHA TeTeporeHHa. BHsBIEHO, 1110 MEBHY pOJb Y

PO3BUTKY XBOPOOM BiAIrpar0Th OpraHiyHl ypaKeHHs FOJIOBHOI'O MO3KY, aJl€ iX JIO-
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KaJli3alisi TOKU-1I0 He Bigoma. HeBiioMO Tako, YM BOHU € MPUUYUHOIO XBOPOOH,
YU MPOBOKYIOYUM (HhaKTOPOM, YU CYNPOBOIKYIOUOIO 03HAKOIO.

MoxuBo, O AesSKY poJib TYT BIAITPAIOTH 1 ICUXOT€HHI YUHHUKH, aJleé BOHU
ab0 € OJTHUM 13 MPOBOKYIOUMX YWHHHUKIB, a00 (POPMYIOTH KOMILJIEKC CYIMPOBIIHHUX
O3HAaK SIK NP CaMOMY ayTH3Mi, TaK 1 MPU BTOPUHHIN ayTu3allii y AiTeil 3 iHIIUMU
BaJlaM{ PO3BUTKY — CEHCOPHUMH MOPYIICHHSIMU, TUTIYUM IIepeOpaIbHIM TIapaTi-
4yeM, JIEIKUMU MOBHUMH DPO3JiajjaMu (BIACYTHICTH a00 OOMEXEHHS MOBH, TyTHSI-
BICTb, B&)KK1 ()OpPMHU 3aiKaHHSI), PIAILIE [IPU 3aTPUMIII ICUXTYHOTO PO3BUTKY.

Ponp reHeTHYHWX YMHHUKIB y PO3BUTKY PAHHBOTO JUTSYOTO ayTU3MY HUHI
3arajibHOBU3HaHA. [IpakTHYHO BC1 BIJJOMI JIOCITHUKH MEPEKOHAaHI, 1110 3HaYHa Ya-
CTHMHA BUNAJKIB 1i€1 aHOMaIil crajkoBo oOyMoBiieHa. Ha 11e ykasye psin cnocrte-
PEXKEHb.

OnucaHil BUMAJKK ayTU3MY IPU NMOPYIICHHSIX KUIBKOCTI XpomocoM. Jlocra-
THBO YaCTl MOETHAHHS HOTO 3 TEHHUMHU XBOpoOamu ((peHuTKeTOHypisl, TyOepOo3HMiA
CKJIepo3, HelpodibpomaTos Ta iH.). OcOOIMBY POJIb Y PO3BUTKY ayTH3My HAJalOTh
cugpomy Maprina-bemna (quB. po3ain 5.6.2): 3a JaHUMH JEIKUX JTOCTIHUKIB, B
CepenHbOMY 3 4-5 XJIOMYHKIB 3 ayTU3MOM OJIMH CTPAKIAE Ha IF0 XBOPOOY.

Ha posib reHeTHYHNX YUHHUKIB B PO3BUTKY ayTU3MY YKa3yIOTh 1 pe3yJibTaTu
OJIM3HIOKOBHMX JOCIHIJKEHb. 3T1JTHO 3 UMM JJaHUMH, NPU ayTU3MI BUSBISIOTHCS
3HAYHI BIJIMIHHOCTI IO KOHKOPJAHTHOCTI Mi)K MOHO3WUTOTHHMH Ta JU3UTOTHUMH
Oomu3HATaMUu. J[1s1 MOHO3UTOTHHUX OJIM3HAT KOHKOPJAHTHICTH ckiamae 90-93 %,
oAl K st Au3urotHux jumiie 0-10 %, mo Bka3zye Ha IOCUTh 3HAYHY pOJib CHa-
KOBOT'O YMHHHKA. TON (akT, 1110 KOHKOPJAHTHICTh MOHO3UTOTHUX OJM3HAT HE J0-
csarae 100 %, cBIQUUTH MPO MEBHUI BIUIMB HA Mepedir XBOPOOM CepeOBUIIHUX
YUHHUKIB Ta MPO BIPOTITHICTH MOJIT€HHOTO XapakTepy maTtoiiorii. Bapro naromo-
CUTH, IO JOCJIJIKEHHS MPOBOJAWINCA HE HAa KOHTUHTEHTI CHEIIaJbHUX KT JJIs
ayTUYHUX JIITEH, ajie OXOIUTIOBAIM BCiX OJU3HAT CKaHAMHABCHKUX KpPAiH.

MexaHi3M yCHagKyBaHHS PaHHBOTO JUTSYOTO AayTHU3MY 3aJIMIIAETHCS
HE3 SCOBAHMM, aj€ HAMBIPOTIIHIIIMM YBa)KA€TbCA MYJIbTU(AKTOPHUN MEXaHi3M

(TOOTO TEeHHMI KOMILIEKC 3a0e3neuye nepeaady CXHIbHOCTI 10 PO3BUTKY M1aTOJIO-
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rii, ane peani3yeTbcs BOHA JIMIIE 3a HASBHOCTI HECTEIM(IYHOTO 30BHIMIHBEOTO 200
BHYTPILIHBOIO YMHHUKA). Taka Touka 30py npuBaOiMBa BK€ THUM, L0 Kpalle 3a
1HII1 JO3BOJISE MOSACHUTH 3B'SI30K aHOMaJIii 3 PI3HOMAHITHUMHU 30BHIIIHIMU YMHHU-
KaMH, a TaKOXK JJOCUTh 3HAYHY KIJIBKICTh KITHIYHUX (OPM CHHIPOMY PaHHBOTO JIH-
TA4Y0ro aytuzMy. Hes’sicoBaHnM 3ainmiaeTbest TakKoXK TOW (PaKT, 110 KIJIbKICTh XBO-
pHUX y HOMYJISILISAX 3pOCTAa€E, HE 3BAKAKOUM HA T€, 1[0 BOHU HE 3aJIMIIAKOTH TIOTOMC-
TBA.

['eHeTHYHI ME€XaHI3MU PAHHBOI'O JUTAYOTO ayTU3MY BUBYEHI HEJOCTATHHO.
B nedxux 10oCHiIKEHHIX BUSBIICHO 3B’ 130K ayTUYHHUX PO3JIA/IIB 3 JIOKAII30BAaHUM B
KopoTkoMy 1uiedl 11-o1 xpomocomu (11p15.5) renom c-Harvey-ras (HRAS). Y ce-
pii 1HIIKMX pOOIT 3BEPTAETHCS yBara Ha MOKJIMBUI 3B 30K ayTU3MY 3 MIKpOAYILIi-

kaiiero rena GABRB3, n0kami30BaHOTO B KOPOTKOMY Iiedi 15-0i xpomocomu

(I15p+).
KonTpoJbHi 3aniuTanHs 10 TeMu 6.4

1. Ha3BiTh OCHOBHY O3HAaKy paHHBOT'O JUTSIYOI0 ayTU3MY.

2. SIkuM YUHOM ayTH3M MPOSIBISETHCS Y HEMOBIIST?

3. OxapakTepu3yiTe NposiBU ayTU3MYy B CEPEIHBOMY BILII.

4. Sk cTaBIATHCS XBOP1 HA AyTHU3M JI0 OJIM3BKUX?.

5. ¥V yoMy noJisirae irpoBa AisUIbHICTh AT, XBOPUX HA ayTH3M?

6. OxapakTepu3yiTe 0COOJUBOCTI MOBU XBOPUX HA AyTHU3M.

7. SIkuM 4YMHOM XBOP1 Ha ayTU3M pearyrTh Ha 3MIHU Y CBOEMY TOBCSIKJICH-
HOMY HUTTI?.

8. Illo Bu 3HaeTe npo NpUYMHU PAHHBOTO AUTSYOTO ayTU3MY?

9. OnuuIiTh Cy4acHi ySBJEHHS MPO POJib TEHETUUYHUX YMHHUKIB Y PO3BUTKY
ayTU3MYy.

10. 1o choroaHi BiIOMO MPO MEXaHi3M YyCHAaJKyBaHHS PaAaHHBOTO JUTAYOTO

ayTu3my?
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6.5. CTinki Bagu cnyxy

J1o CTIKHUX MOPYIIEHb CIYXY BIIHOCATH TIYXOTY 1 TyTOBYXICTb.

ITpu 2nyxomi yepe3 nopyuieHHS HEHPOCEHCOPHBIX CUCTEM (PELEenTOPHOTO
Ta/ab0 HEPBOBOTO anapaTy CIYyXOBOTO aHaji3aTopa) COPUIHATTS 3ByYHOI MOBHU Ha
CIIyX BUSBIIIE€THCS HEMOXKJIMBUM, OCKUIBKM HE TUIBKM 1CTOTHO MiJBUILEHUN MOPIT
CIIyXOBOTI'O CIIPUMHATTS, aje OOMEXEHHI 1 YaCTOTHUW J1ana3oH CIPUMMAaHUX 3BY-
KiB (10 3,5-4 kI’ 1 MeHIIe). 3aIeKHO BiJl TSDKKOCTI ypa)K€HHsS MPU TaKUX TOPY-
HIEHHSX MOXYTh CHOPHUIIMATHCS JE€sKI HEMOBHI 3BYKH, OKpemi ()OHEMH, 3HaOMI
cJoBa 1 HaBITh (hpa3u, aje MOBa B LIJIOMY BUSBISETHCS HENOCTYMHOIO. ToTanbHa
riyxoTta (KOJu He CIpUMMAarOThCs HISIKI 3BYKHM) CKilajae He Outbiie 2-3 % Bif BCix
BUIAJIKIB LI1€1 aTOJIOrT].

3a myzoeyxocmi CIpUAHATTS MOBH Ha CITyX YTPYJIHEHO, ajie 3a CIeliaIbHIX
yMOB (TMIOCUJIEHHSI 3BYKY) MOXJIMBO, OCKUIbKM 3BYXKEHHS TOH-IIKQJIM HE 3ayirae
MOBHUU J1alla30H YacCTOT, X04a MOPIr CIyXOBOI'O CIPUHHATTS MIABHILYETHCS Ha 30
- 80 ab.

Cniz 3a3HAYUTH, 110 KOJIU B MEAMIIMHI 1HOA1 TOBOPATH PO TUMYACOBY TITy-
X0Ty a00 TUMYacoBY TYTOBYXICTh, TO KOpEKI[iliHA Iearorika po3risiiae ix sk
CTIWK1, HEBUJIIKOBHI MOpYIIEHHS. SIKIIO 11 MAaTOJ0Trii PO3BUBAIOTHCS B JAUTIYOMY
Billi, TO 116 HEMHHYYE HETaTUBHO MO3HAYAETHCSI HA MOBHOMY PO3BUTKY, Ha (hOpMy-
BaHHI OCOOMCTOCTI Ta MNCHUXIKM 3arajoM. BUHHKae cTaH, 1[0 BKJIIOYA€ HE TUIBKHU
MOPYIICHHS CIyXYy, ajie i YKUCIEHHI HEBPOJIOT1UHI Ta MCUXOMATOJOTIYHI CUMITO-
MU, OUTBLIICTB 13 SIKUX AOCTYIIHI KOPEKIIii 32 YMOBH CBO€YACHOI Ta aJIeKBAaTHOI po-
ooTH.

3a 1aHMMH POCIACHKUX aBTOPIB, OJU3bKO 60 % yCiX BHOKPEMIIEHHX IMOPY-
IeHb CIyXy OOYMOBJIEHO F€HETUYHUMHU YMHHUKAMU. YCHaJKyBaHHS HaldacTiiie
HOCHUTb MOHO2EHHUIl Xapakmep, IPUIOMY 32 ayTOCOMHO-PEIIECUBHUM THUIIOM YC-
najgKoByeThbcst mpuodn3Ho 80 % BUNAIKIB HEHPOCEHCOPHBIX MOPYILIEHb CIyXy, 19
% — 3a ayTOCOMHO-IOMIHAaHTHUM THIIOM 1 1 % — 3a X-34erIeHuM periecCHBHUM TH-

IIOM.
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3a aymocomno-peuecusnozo muny ycnaoky8aHHsa TOPYIIECHb CIyXy BUSB-
JSIETHCSL XapaKTEepHE PIBHOMIPHE MIABUIIEHHS MMOPOTY CIYXOBOTO CHPUHHSTTS Ha
45-50 nb y wMexax MOBHOrO [iama3oHy 4YacToT. Y BUNAAKY @ymoCOMHO-
OOMIHAHMHO20 YCNAOKY8AHHA AyNiorpaMa HOCUTh HU3XIIHHM XapakTep, KOJIH B
HU3BKOYACTOTHIM JUISHIII MOBHOI'O Jlana3oHy CIYXOBHUW TOPIT MiJBUIICHUA Ha
30-35 nb, a y BucokouactoTHii (3-5 k') — Ha 80 i Ounbiie nb. X-3uennenuii pe-
UeCUBHUIl MUN YCNAOKY6AHHA XAPAKTEPUIYETHCS PIBHOMIPHUM 3HIDKCHHSIM T10-

pora uytnuBocTi 10 70-80 b 1 Gibiie Ha npoTs31 Beiel ToH-mKanu. (Main. 66).
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Main. 66. Tumnosi ayaiorpamMu JJjisi MOHOT€HHOI TYTOBYXOCTI

PI3HUX THIIB YCIAIKyBaHHS:
AJl — ayTOCOMHO-IOMiHAaHTHOTO, AP — ayTOCOMHO-PELIeCHBHOTO
Ta XP — X-34€emIeHoro penecuBHOro

3HayvHa KIJTBKICTh CXOXKHUX 32 KITHIYHOIO KAPTUHOIO CTIMKUX MOPYIICHb CITy-
Xy 2eHemuuHo zemepozenni. Tak, OTOCKIEPO3, KU PO3BUBAETHCS Yy MOJIOIOMY
Billl Ta XapaKTEPU3Y€EThCS MPOTPECYIOYNM 3HIDKEHHSM CIyXy B 3B s3Ky 3 0OMe-

KEHHSIM PYXJIMBOCTI CTPEMIHLIS, IIYMOM Yy ByXax, 1HOJI1 3allaMOpPOYCHHSIM, yCHa-
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KOBYETHCS B OUTBIIOCTI BUMAJKIB 32 ayTOCOMHO-IOMIHAHTHUM THIIOM 3 HETIOBHOIO
neHeTpanTHicTio. [IpoTe s 1iel XBOpoOU onurcaHi il 1HII TUTIN YCIIaIKyBaHHS.

106 sikock KMacu(piKyBaTH 11 YUCIECHHI Ta pi3HOMaHITHI (OPMU CIaJKOBUX
ypaxeHb CIIyXy, BUKOPUCTOBYETbCS I€BHA OCHOBHA CYNPOBOJKYloua o3Haka. Ha
OCHOBI TaKOTO MPUHITUITY Kiacu]ikarii BUAISIEHO 8 TPy CTIMKUX MOPYIIEHb CITy-
XY, SIKI CyIPOBOJIKYIOTHCSI TAKMMH CIIaJJKOBUMU MATOJOTISIMU:

1) anomanii 30BHIITHKOTO ByXxa (edopmaiiist 200 BIACYTHICTh BYIIHOI paKo-
BUHHU; 1HOJI BIJCYTHICTh 30BHILIHBOTO CIIYXOBOTO MPOXOAY); TaKe CIOIYYEHHS
CUMIITOMIB XapaKkTepHe JJI1 CHHAPOMY MIKPOTii (HEZOPO3BUHEHICTh ByXa) 3 BIACY-
THICTIO 30BHIIIHBOTO CIYXOBOI'O MPOXOY Ta MPOBIIHOIO TIYyXOTOK; KMOBIPHO ay-
TOCOMHO-PEIIECUBHOTO TUITY yCTaIKyBaHHS;

2) xBopoOu Ta Baau OopraHiB 30py (MIrMEHTHUN PETHUHIT, JAeTEHEepaIlisl CiTKi-
BKH, KaTapakTa, 1HOJIl TJIayKoMa, pO3yMOBa BIJCTaICTh, 1HO1 MM30(pEeHis); CIo-
Jy4YeHHsS] CUMITOMIB XapaKTepHe JJIi CHHAPOMY YIIepa; ayTOCOMHO-PEIECUBHUIA
THUII yCTIaIKyBaHHS;

3) Baau PO3BUTKY CKeJeTa 1 XBOpOOU CHOJyYHUX TKaHUH (nedopmariii ye-
pena, BUMIMHAHHS OYHUX sSI0NyK, Ae(EKTH HIKHIX MOBIK, HEIOPO3BUTOK BEPXHBOI
a00 HWKHBOI IIeNIenH, 301IBIICHHS BIJICTaH1 MK IMAPHUMH OpTaHaMU TOIIIO); CIO-
JTy4YeHHs] CHMIITOMIB XapaktepHe /i cuaapomy Kpysona ta cunapomy Tpiuepa —
Komtinza; Tun ycnaakyBaHHS — ayTOCOMHO-IOMIHAHTHH.

4) nopyuieHHs: pyHKUII HUPOK (HAABHICTh Yy cedl OUIKY Ta KpOB1); CHOJY-
YeHHsSI CUMITOMIB XapakTepHE ISl CHHAPOMY AJBIOPTA, SIKUH € JOCUTH TeTepo-
FeHHUM 3aXBOPIOBAHHSM 3 PI3HUMH THUIAMU YCHAJKyBaHHS — ayTOCOMHO-
JIOMiHAaHTHUM, ayTOCOMHO-PEIIECUBHUM, X-3YETUICHUM PELIECUBHUM;

5) po3pocTaHHsl MUTONOAIOHOT 3a703U Ta MIABUINEHHS 1i (yHKIIT; CIOMy-
YeHHSI CUMIITOMIB XapakTepHe Juisi cuaapomy llenapena, abo 6azenoBoi XxBopooOu;
yCHaJIKyBaHHSI 8y TOCOMHO-PEIIECUBHE;

6) maToJIoTii HEPBOBOI cUCTEMU (PO3JIaj]] KOOPAWHAIIT PyXiB, pO3yMOBa BiJi-
CTaNiCTh, aTpo(dist M'sI31B); CIIOIYUYEHHSI CUMITOMIB XapakTepHe ajisi cuHapomy Pi-

yapaca — Panuis; Tun ycnaakyBaHHS — ayTOCOMHO-PELIECUBHUM;
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7) XBOpOOM CEpPIIEBO-CYAMHHOI CHCTEMH (CeplieBa apuTMisi BHACTIIOK TIO-
pymieHHs: GYHKIIH MPOBIAHOI CUCTEMH Ceplis); CIIOIYUYCHHsS] CUMIITOMIB XapaKkTep-
He s cuaapomy XKepsemna Ta Jlanre — Hinbcena; ycnagkoBY€eThCS 32 ayTOCOM-
HO-PEIECUBHUM TUIIOM;

8) ypaxxeHHs IIKIpU Ta MOPYIICHHS MIrMEHTAallli; CIOJy4YeHHs TyCTOro Jiac-
TOBUHHS 3 TIYXOTOIO XapaKTepHE ISl CHHAPOMY MHOXKHHHOTO JICHTUTO (COYEBH-
11enoA10HOTO JIACTOBUHHS) — ayTOCOMHO-/TOMIHAHTHUN THN yCHaJAKyBaHHS 3 BUCO-
KOI0 TIEHETPAHTHICTIO; CMOJYYEHHSI YaCTKOBOTO ajb0iHI3MY 3 IIyXOTOIO XapakTe-
pHe s cuHApoMy BaapmenOypra — ayTOCOMHO-TOMIHAHTHUHN THIN YCHAIKyBaHHS

3 HCIIOBHOIO HeHeTpaHTHiCTIO.

KoHTpoJibHI 3aniuTaHHsA 10 Temu 6.5

1. OxapakTepusyite MEXaH13MH Ta 0OCOOIUBOCTI MTYXOTH.

2. Y yoMy ToJISITa€ TYTrOBYXICTh?.

3. Ha3BiTh Hac/iJIKM BIUIMBY INIYXOTH 1 TYTOBYXOCTI Ha PO3BUTOK MOBH Ta
NICUXIKU y TUTHHH.

4. o BiOMO cydYacHI Hayllli PO I'eHETUYHI MEXaHI3MU MOPYIICHHS CITy-
xy?

5. Sxuif mpUHIMN JISKUTh Y OCHOBI cydacHOi kiacudikarii GopMm craako-
BHUX yPaXX€Hb CIyXy?

6. JlaiiTe KOPOTKY XapaKTEPUCTUKY IPYIl CTINKUX MOPYLIEHb CIIYXY.

6.6. Ctinki Bagu 30opy

J1o CcTiiKUX MOPYIIEHb 30PYy BITHOCATH CIIMOTY Ta C1a0030piCTh.

Cninumu (HE3pSTYMMU) BBAXKAIOTHCA OCOOM 3 TAaKMMH MOPYIICHHSMU 30DY,
IpU SIKUX 30pOB1 BIIUYTTS a00 MOBHICTIO BIACYTHI, a00 € BIAUYTTS CBITJIa YU 3a-
mutikoBuit 3ip (mo 0,04 s oka, Mo Kpaie 0ayuTh, 3 KOPEKIIEI0 OKYJIIpaMH), a
TaKOX OCOOM 3 MPOTrPECYIOUMMHU 3aXBOPIOBAHHSMHU Ta 3BYKEHHSM MOJIS 30pYy (10

10-15 %) 3 roctpoToto 30py a0 0,08.
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[Ipu crabozopocmi rocTpoTa 30py IS OKa, IO Kpare 0aunTh, CKIAAAE Bif
0,5 1o 0,2 3 KopekIii€r 3BUYaiHUMK OKYyJigpaMu. OKpiM 3HUKEHO1 TOCTPOTH 30Dy,
TYT MOXYTb OyTH MOPYLIEHHSI COPUIMaHHS KOJIbOPIB, NepUdepiiiHOro Ta 6G1HOKY-
JISIPHOTO 30pYy.

Panniit po3BUTOK cIIMOTH a00 ¢71a0030pOCTI BUKIIMKAE BIIXUJICHHS B PyXO-
Bili cpepl Ta HEPBOBO-TICUXIYHOMY PO3BUTKY. BUIBIIICTH 13 IIUX Baja AOCUTH A0OpE
MITAETHCS KOPEKIIHHUM 3aX0J1aM.

OOcTexeHHs crelialbHUX KT Il CIINUX Ta ¢1ab030pux AiTel mokasalo,
o noHay 80 % 3aXBOPIOBAHb HOCSTh NEPEBa)r#cHO CRAOKO8UIl xapakmep. Braxa-
€ThCS, IO TEHETHYHO OOYMOBJICHI MOPYIIEHHS 30py ckiaaaroTh Big 60 mo 80 %
BCIX BUNAJKIB I11€1 marosorii, mpuuoMy 80-90% cepen HUX CKIIalal0Th ayTOCOMHO-
penecuBHi POpMHU.

Hepinko criiika 30poBa Mmatosioris € KOMIOHEHTOM CHAJKOBUX CHHAPOMIB
(6mu3pko 16% BUMANKIB CMIAKOBOI CIIMOTH Ta C1ab030pOCTi).

Pi3nH1 nmopyiienHs 30py Ta aHOMalii ouel 3yCTpidaroThCs pu cuHopomi Pi-
2epa. OCHOBHUMHU CUMIITOMAMH LI€1 XBOPOOU € KOCOOKICTb, 1€(PEKTH CITKIBKH, Pi-
3H1 MOpyHIEHHS a00 BIACYTHICTh Paliy KU, TOMYTHIHHS POTIBKH YU KPHINTAIUKA
TOIO. Y XBOPOTO IMIUPOKE MEPEHICCsl, HIMPOKO MOCTABIICHI 04l, BUBEPHYTa HUXKHS
ry6a, nehopMoBaHi BYIIIHI PAaKOBHHU. XapaKTepHA TAKOXK 3arajibHa HEeJI0PO3BHHE-
HICTh 3y0iB Ta KOHIYHa Qopma nepennix 3yoiB. Cunapom Pirepa ycmnaakoByeThcs
32 ayTOCOMHO-JIOMIHAHTHUM THUIIOM.

ITpu cunopomi Anbcmpema Ha nepuIoOMy poLl KUTTSA 3’ SIBIASIOTHCSI MUMOBI-
JIbHI PUTMIYHI KOJIMBaHHS OYeH, PO3BHBAIOTHCS 3allajieHHs CITKIBKH Ta CBITJIOOO-
s3Hb. CrocTepiraeTbCsi MPOrpecyroue 3HUKEHHS LIEHTPAJbHOTO Ta nepudepiitHoro
30Dy, 10 IPUOIU3HO 10 7 POKIB MPU3BOAUTH J0 CIINOTU. J1JI XBOpUX XapaKTepHE
IPOrpecyroyue 3HKEHHS CIyXy. 3 PaHHBOTO JIUTUHCTBA CIIOCTEPIraeThCs OKUPIH-
HSL.

[Ticns HacTaHHS CTaTEBOI 3PIIOCTI 3’ ABIAIOTHCS O3HAKHU IYKPOBOTO J1a0eTy,

HE3aJIe)KHOTO BiJl IHCYJIIHY, Ta HUPKOBOT HEJOCTATHOCTI. CTaTeBUid pO3BUTOK 30BHI
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HOPMAJIbHUM, ajieé HasBHI 3HA4HI BaJu BHYTPILIHIX CTaTeBUX OpraHiB. [HTEIEKT
3BUYalHO 30epexennil. Tun ycrnajakyBaHHS — ayTOCOMHO-PEIICCUBHUIA.

[TpoBiAHUM KJIIHIYHUM TMPOSIBOM cuHOpomy Jlenya €, sk NpaBUIIO, 3MEH-
IIEHHS pO3MipiB a00 BIACYTHICTh OAHOTO 13 04HUX f01yK. Kpim Toro, xapakrepHi
TaKOXX aHOMaJlli KMCT1 (3pOILECHHS MaJIbI[iB, OJBOEHHS BEJIUKHUX MaJbIB TOIIO),
nomipHa Mikpouedanis, aepopMOBaHi, BIAKOMUIEHI, HU3bKO MOCAJKEH1 BYIIHI
PaKOBHHH.

XBOpi MalwTh ACTCHIYHY CTaTypy 3 BY3bKHMH ILIEYMMa Ta CTCTHAMH. 3y-
CTPIYArOTHCS BaIM CEPIIs, MUTYHKOBO-KUIITKOBOTO TPAKTY, HUPOK. BusBIseThCS Ta-
KOX BIJICYTHICTh YACTUHHM 3YOIB 1 IOPYIICHHS NMPUKYyCY. Baau po3yMoBoro po3su-
TKY HE3HayH1. ¥YCHaJKOBYEThCs CUHIpPOM JIeHra X-34erieHO pelieCuBHO. Y TeTe-
PO3UTOTHUX HOCIMOK MOMKJIMBI JIETKI TIPOSIBM XBOPOOW (aHOMaJii KUCTI Ta 3yOiB,
BY3bKE O0JIMYYS Ta 1HIII).

Kamapaxmu époodiceni rpynyroThCsl Ha OCHOBI MPOBIJIHOT O3HAKH — TOMYT-
HIHHS KPUINTAIMKA, BiJI IHTCHCUBHOCTI Ta JIOKATi3allii SIKOTO 3aJICKHUTh KJIiHIYHA
KapTHHA XBOpOoOH. bim3bko 25% BUIAIKiB TPUPOIKEHUX KaTapaKT CKJIaaa€e MOBHA
KaTapakTa, 10 CIPUYMHIOE 3HWKEHHS TOCTPOTH 30py, iHOHI 3HauHe. lllapyBara
karapakrta (10 40 % ycix BUIAAKIB) IPOrpecye MOCTYIOBO 1 Bpaxkae, siK MpaBuilo,
o0uJ1Ba OKa, BHACIIJOK YOro MPUBOAUTH A0 1HBaiigHOCTI. [IpupomkeHi karapaktu
B 30 % BUMAKIB CyNMPOBOIKYIOTHCSI KOCOOKICTIO Ta MUMOBUIBHUMH PUTMIYHUMU
KOJIMBAaHHSIMU OYHMX sI0JIyK. Y 25 % BumaakiB oqHocTopoHHs Ta B 11 % Bumnanakis
JIBOCTOPOHHS KaTapakTa IMOEAHY€EThCS 31 3MEHILIEHHSIM po3MipiB oka. [IpupokeHi
KaTapakTH, BHACIJIOK PI3HOMAHITHOCTI iX ()OPM, YCIIaJIKOBYIOTBCS 3a PI3HUMU TH-
naMd — ayTOCOMHO-JIOMIHAHTHUM, ayTOCOMHO-PEIIECHBHUM Ta X-3UCIJICHUM pe-
[IECUBHUM.

[TopymieHHs: 30py CyIpOBOUKYIOTh TaKOX CIIAJKOBI CUHAPOMHU YIiepa,
Ansnopta, Mapdana, Kpy3ona i 6arato iHIIMX, a TaKoX Pi3HI CIIaIKOBO 00yMOB-

JIeH1 IOPYIIEHHS] OOMIHY PEUYOBHH.
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KonTpoJbHi 3annuTanHs 10 TeMu 6.6

1. Sxi aHOMaii BITHOCATHCS O CTIHKHUX MMOPYIICHB 30PY?

2. Ha3BiTh OCHOBHI O3HaKH CIIIMOTH.

3. Oxapaktepu3yire c1abo30piCTh.

4. Illo Bu 3HaeTe po crajKoBiCTh aHOMAJiH 30py?

5. TosicHiCTh TIOHATTS Baau 30PY SK KOMIIOHEHTA CITaJIKOBOTO CHHJIIPOMY.
HageniTe npuknanu.

6. Y 4oMy moJisirae Taka naToJIoTis 30py SK KaTapakTa?

6.7. AHomanii noBeAiHKn

6.7.1. HapkomaHiifHa 3aJ1€KHICTh

[ToHATTS «HapKOMaHIHA 3aJIe)KHICTh», YBeIeHe BCECBITHROIO OpraHi3alli€ro
OXOPOHU 3/I0POB’s, O3HAYAE 3AJIEKHICTh CTaHy XBOPOI'O BiJl IPUCYTHOCTI ab0 Bij-
CYTHOCTI B HOTO OpraHi3Mi HapKOTUYHOI pedyoBUHU. PO3pi3HAIOTh ncuxiuny 1 i-
3UYHY HapKOMaHIMHY 3aJI€KHICTb, IIBUAKICTE (OPMYBAHHS SIKUX BU3HAYAETHCS HE
TITBKA BHJIOM HAPKOTHYHHUX PEUYOBHH, YaCTOTOIO Ta JI03aMH iX BXKWBAHHS, a U 1H-
JUB1TyalIbHUMU OCOOJIMBOCTSIMU, BIKOM, CTaTTIO, TPUBAJIICTIO HApKOMaHI1i, HasBHi-
CTIO CyNyTHIX 3aXBOPIOBaHb (B T. Y. MCUXIYHKX), COLIIAJIbBHUMU YMOBaMH Ta 1HIIIU-
MU YHHHUKAMHU.

Il cuxiuna 3anexcuicmey NOJATAE B TOMY, 110 BXKUBaHHS HAPKOTUYHOI pedo-
BUHU HaOyBa€ LIEHTPAJIbHOTO 3HAYECHHSI B J)KUTTI, HA IKOMY 30CEpEIKEH] 3BUYANHO
BCI JIyMKH XBOPOTO. 3apajiy IbOTO HEXTY€TbCS poOOTa, HABUYAHHS, PO3Baru, yIo-
no0aHHs, coLIalibHI KOHTAKTU (OKPIM OB’ A3aHUX 3 HapKOMaHi€o). Ha HapkoTuku
BUTPAYAIOTHCA BC1 rpolll, a i iX J0OyBaHHS XBOP1 HE 3yNUHSIOTHCS HABIThH I1€-
pea MPOTU3aKOHHUMHM JIAMH. [IyMKH PO HapKOTUKHU HAOyBalOTh MOHAAIIHHICHO-
TO XapakTepy.

B ocHOBI @hizuunoi napxomaniiinoi 3anexcHocmi nexartb, AIMOBIPHO, CTIHKI
010X1MI4H1 3MiHM B OpraHi3Mi, III0 PO3BUBAIOTHCS B PE3YJIbTATI PETYJSIPHOIO 1 J0-

CTaTHbBO TPHUBAJIOIO0 BKHMBAHHA HAPKOTUYHUX PCHOBHH. PerynﬂpHe HaAXOIXXCHHA
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HapKOTHKY B OPIraHi3M CTa€ HEOOX1HOIO YMOBOIO 30€pEKEHHsI TOMEOCTa3y Ta Bij-
qyTTs (Hi3udHOr0 KOM(OpPTYy, @ HOro BiICYTHICTh BHKJIUKAE XBOPOOJIUBHUM CTaH —
aOCTMHEHTHUM CHHIPOM, Y SIKOMY HalOUIbII SICKPABO BUPAKAEThCA (I3MUHA 3alie-
KHICTb.

HaiinommpeHimmm BUIOM HApKOMAaHINHOI 3aJIe)KHOCTI € XPOHIYHHUM alKo-
rojii3m. Kpim Toro BUAUIAIOTE HAPKOMAHIO Ta TIOTFOHOKYPIHHSL.

AJKOroJii3M. BXuBaHHS aJIKOTONIO0 MOIIMPEHE MOBCIOJAHO, 32 BUHATKOM
KpaiH, JIe BOHO 3a00pOHEHE PEITi€lo.

Bracniiok cucteMaTHyHOTO 3JIOBKWBAHHS CIIUPTHUMHU HAIOSMHU PO3BHBA-
€THCS 3aXBOPIOBAHHA Ha ankorofi3m. [lomysnsmiiiHa yacToTa ajKoroiizMy cKiajae
B cepennboMy 3-5% cepen donoBikiB Ta 0,1-1,0 % cepen xiHok. Oxpemi q0Ciij-
HHUKHU BBa)KAIOTh 11 MOKA3HUKHU 3aHM>KEHUMHU, 00 BOHH CKJIAJE€HI HA MI1JCTaBl JIHIIE
BUIAJIKIB 3BEPHEHHS JI0 MEIMYHOIO 3aKJIaay, 1 mojarTh iHil — 10 10 % amkorouti-
KIB cepe]l 4OJIO0BIKIB Ta 3-5 % cepell KIHOK.

[Is xBOpoOa xapakTepusyeTbcs (PI3UUHOI0 Ta TICHUXIYHOKO 3aJEKHICTIO BiJl
QJIKOTOJII0, YPaXXEHHSM BHYTPILIHIX OpraHiB (MEYiHKH, Cepls, LLIyHKa TOIIO),
HEHTPAJIbHOI Ta nepudepiiHol HEPBOBOI CUCTEMH, TICUXIYHOIO Ta COIIaJIbLHOO JIe-
rpajgamiero. Ha mi3HIX cTauisiX ajakoroJii3My pPO3BHUBAIOTHCS AJIKOTOJIbHI MCHUXO3H.
XBopo0Oa 3ry0HO i€ Ha CMAJKOBICTh: CEPEl HAMAIKIB aTKOTOIIKIB SIMiJIETICis, OJi-
ropeHis, pi3HiI Bagy PO3BUTKY 3yCTPIUalOThCS HAOArato 4acTilie, HiXK cepel Ha-
1Ia/IKiB TBepe3uX. E(PEeKTUBHICTH JIKyBaHHS 3aJI€KUTh BiJ CTaAil XBOpoOH, 0CcO0-
JMBOCTEM 11 epeOiry, Aii collanbHUX Ta IHIIUX YNHHUKIB.

AJKOroJi3M — 1€ 3aXBOPIOBaHHS, MPUYMHU sIKOoro OaratorpanHi. s Bu-
3HAQYECHHS TPUPOJU CIAJKOBOI CXWJIBHOCTI /10 QJIKOTOJIO 3iIMCHIOBAIA JOCIHi-
JOKEHHS POJOBOJIB, OJIM3HIOKOBUX Map, MPUHOMHMX JiTeH Tomo. Yacto s maro-
JIOTisl Ma€ CIMEHHUN XapakTep MoaAi0HO A0 TaKUX MCUXIYHUX 3aXBOPIOBAHb K Ma-
HiaKaJIbHO-ACTIPECUBHUH TICUX03, enpecis Ta mu3odpenis. [lopiBHIHHS 3a1eKHO-
CTl BIJI QJIKOTOJIF0 MK OJU3HSATAMH IMOKAa3ayio, M0 POJb CIAIKOBICTh TYT JOCUTH
3HauHa. Hanmpuknaz, npu TsHKKUX (popmax ajikoroiizMy KOHKOPJIAHTHICTb MOHO3HU-

FOTHUX ONM3HAT cxiuagana 71 %, a qu3UroTHux — TIIBKHA 32 %. YCHHOBIEHI JITH
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M0 CXWJIBHOCTI IO PO3BUTKY aJKOTOI3MYy O1JIbIIIe CX0XK1 Ha CBOIX 61070TT4HUX Oa-
THKIB, HIXK Ha npuiloMHuX. e mokasye, 10 exuabHicmes 00 anko2onizmy 3HaUHOI0
MiIpOI0 6U3HAUAEMBCA CHAOKOBICHIIO.

3BHUYAliHO, HE ICHYE SKOTOCHh OJHOTO T'€Ha, SKWW BH3HAUaB OU 3aJICKHICTH
B1JI QJIKOTOJII0. YK€ BUSBIICHO IUIMHN PAJI TCHIB «PU3HKY», MIPOSIB KUX PI3HOIO Mi-
POIO 3aJICKUTh BlJ YAHHUKIB OTOYYHOYOr0 CEPEAOBHINA — CUTyalli B CIM’i, B KOJII
TOBAPHIIIB Ta B CYCIUIbCTBI.

JIOCIIIHUKKY BUSIBUJIM 1Bl TPYNU TAaKUX TEHIB: 1) T€HH, SIKI KOHTPOJIOIOThH
MeTa0O0I3M aJIKOTOJIK0 B OpraHi3Mi, Ta 2) I'€HH, SIKI BUBHAYAIOTh HEUPOICHUXIYHI
byHKITI.

Xin memaodonizmy aiako2on0 B OpPraHi3Mmi JIIOJAWMHU MOXKHA 300pa3uTu

CITPOIIICHO Y BHUTJISA/II TAKOI CXEMHU:

ADH ALDH
Ankorone —> Anbaeria —> OyrtoBa kcunota —> Byrnekucnuii ras ta soaa

AJNKOrONh B Oprai3Mi JIOJIMHU 3a3HAE Pl MepeTBopeHb. llepma peaxiis
(mepeTBOPEHHS aJKOTOJII0 B alleTalbAET1/l) KOHTPOJIIOETHCS MEUIHKOBUM (hepMeH-
TOM aJikorojbjaeriaporeHazow (ren ADH2; noxanizauisa 4q21-g23), npyra (nepe-
TBOPEHHSI alleTalbACTiAy B OLITOBY KHCJIOTY) — (DepMEHTOM areTaibJaeriaaeriapo-
reHa3oro (reH ALDH?2; nokanizauisa 12¢24.2). AueranbaeriJi € BeIbMA TOKCHYHOIO
peuoBHHOI0. MOro HaKOMMYEHHS B KPOBi MPUBOAMTH 10 IHTOKCHKALl OpraHismy,
K€ CYIMPOBOJUKYETbCS HEMPUEMHUMU BIAYYTTSAMH, 110 BU3HAYAIOTh KapTUHY TakK
3BaHOTO MOXMIIBHOTO cuHApoMy. IIBUAKICTE pobOTH IIUX (PepMEHTIB T€HETUYHO
JIeTEpMIiHOBaHA 1 Ha HEl MO-pPi3HOMY BIUIMBAIOTH PI3HI ajeii OJHOTO M Jpyroro re-
HIB.

Busisneno anens ALDH2*2, sikuii Koiy€e CTPYKTYPY alleTalbJeT1IIeriapo-
reHa3u 31 3HWKEHOIO aKTHUBHICTIO. Lleil HeTumnoBuil (hepMEHT yHOBUIbHIOE TEpe-
TBOPEHHS OI[TOBOTO aJbJCTiy B OITOBY KUCJIOTYy. B pe3ynbTaTi y Jtojel 3 mum
BapiaHTOM alleTaJIbJICTIIIETiAPOreHa3n BXXUBAHHS aJIKOTOIIO CYMNPOBOJKYETHCS
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HEMPUEMHUMU BIIYTTAMU. Y PI3HUX €BPOMCHCHKUX TMOMYJIAIISAX YacTKa JIIOJIEH 3
TaKUM BapiaHToOM (epMeHTy KoJimBaeTbes Bim 5 10 20%, ane B A3ii BiH 3ycTpiya-
€Thcsl HaOaraTo vacrime (Hanpukiaan, y 90% smnonui). HagBHICTh Takoro ajnens B
rOMO3UTOTHOMY cTaHi (rmpubnuzHo y 50% nacenenns CxigHoi A3ii) IpakTUYHO
HECYMICHHUH 3 ankorojizMoM. B SInoHii ocoOu, TOMO3UTOTHI 3a ITUM ajejieM, CIo-
*uBatoTh B 10 pa3iB MeHIIE aJIKOTOII0 HA MICALlb, HIXK OCOOM, B T€HOTHUIIl SIKMX
Hemae anenss ALDH2*2. Y pa3i TeTepOo3uroTHOCTI 3a I[UM ajielieM CIIOKHUBaHHS
QJIKOTOJIIO B TPU pa3u HHKYE, HIXK IPU HOTo BiACYTHOCTI B reHotumi. [ToaiOHi go-
CJIIJIDKEHHSI, IPOBEAECH]1 HaJ NpPEJCTaBHUKaMU pi3HUX eTHIYHuX rpyn y CIIA mia-
TBEPJIUJIU, 110 TaK 3BaHI 3aX1JIHI KyJbTYpHI [IIHHOCTI Ta CTWJIb XKUTTS HE BU3HAYA-
I0Th OCOOJIMBOCTEH CIIOKMBAaHHA ajkoroito. Lle sBuiie BU3HaUa€eThCS 0COOIMBOC-
TAMH (1310JI0T11, K1 MAIOTh TEHETUYHY TIPUPOTY.

[Tpu BXXMBaHHI AJIKOTOJII0 B MO3KY aKTHUBYETHCSI CHCTEMa IMO3UTUBHOTO ITiJI-
KPIIUICHHS, B SIKY BXOJATh CTPYKTYPH JTIMOIYHOI CHCTEMU MO3KY Ta mpedpOHTaIb-
HO1 KOpU. AKTHUBAIs 11i€1 CUCTEMHU MPUBOJUTH JIO ITOBTOPEHHS JIiH, 110 BHKJIUKA-
I0Th 3a/10BoJIeHHSI. CTPYKTYpPH MO3KY, IIIO BXOJISATh Y CUCTEMY MO3UTHUBHOTO Mif-
KPIIIJICHHS, aKTUBYIOTHCS 1 MPU BKUBAaHHI HAPKOTHKIB, HAIPHUKIIAA, KOKaiHY, aM-
dberaMuHIB, MapuXyaHH, ajie aJIKOroJyb Ji€ OUIBII IIMUPOKO, 3Ty4alouu W 1HIII 30-
HU MO3KY, Y TOMY YHCJIi MO30YOK, IO BIAMOBIIA€ 3a 30€peKeHHs pIBHOBArd 1 KO-
OpJMHAIIIIO PYXIB.

VY QopMyBaHHI aJIKOTOJIBHOI 3aJ€XKHOCTI O€pyTh ydacTh TAKOX T'€HH, SIKI
KOHTPOJIIOIOTh NIEpeiadyy HEPBOBOI'O IMITYJIbCY B1Jl OAHOrO HelpoHa 10 iHmoro. Le
I'€HU CHUHTE3Y Ta JE3aKTHUBAIlli TAKUX HEUPOTpaHCMITEPIB K J10(damiH, CEPOTOHIH,
ramma-aminomacisiHa kucinora (I'AMK), renn ix peuentopiB Ta NEpEeHOCHHKIB.
['eniB Gararo, BCl BOHHU 31HCHIOIOTH CBiil BIUIMB, XO04a POJIb KOXXHOT'O OKPEMOTO
reHa Mnpu [bOMY HEe3HAYHA.

Hanpuknazn, Oyno nokaszano, mo ainens TagAIl rena peuentopa nodaminy
DRD?2 (noxamizamisi 11¢23) dacrime 3ycTpidaeTrbes y ankoromikiB. Llei amenb
CIPUYMHIOE 3MEHIIEHHSI TYCTHMHHM PELENTOpiB HA MeMOpaHaxX KIITHUH, BHACIIJOK

4Oro HaKOIUYY€TbCs 3aiiBHI H0(aMiH. AHOMAaIIO MOTJMONI0E MyTallisl reHa Mo-
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HoaMiHokcuaazu A (MAQ; nokanizauist Xpl11.4-p11.23) — pepmenty, 1o € cynpe-
copoM (mpurHidyBadem) godaminy. BoHa nojsrae y 3aMmifi Julie 0JJHOTO HYKJIEO-
TUJYy Ha IHIIUMK 1 TPU3BOJUTH A0 HU3bKOI aKTUBHOCTI (pepmenty. HaamipHa Kiib-
KicTh To)aMiHy B OpraHi3Mi JIIOAUHU POOUTH 11 IOBEAIHKY HECTIHKOIO, SIKa MOXKE
NEePEeNTH B acoLiaJIbHY.

Aze TOBHOIO MIPOIO BCl LI O3HAKU BUSABIISIIOTHCA B HEOJAronolyyHUX Ci-
M'sx. Tam ke, 1e 3 BUXOBaHHSIM yCe Tapasji, BIUIMB aHOMAJIbHUX aJleJieid KOpery-
€ThCS, 1 iX HOCIT IPOSABIISIIOTH acOLiajdbHy MOBEAIHKY HE 4YacTillle, HI)K HOCIi HOp-
MAJIbHUX aJIEJIEH.

[ToniOHe siBUIE MOKE TPATUTHUCS TAKOXK 3 TEHOM OlJIKa-TpaHCIoOpTepa cepo-
ToHIHY. OMH 13 ajiefiel UbOro reHa, Mpu SKOMY YTBOPIOETHCS HEIOCTaTHS Kilb-
KiCTh OlJKa-TpaHCIOpTEpa, MOB’A3aHUM 31 CXWIBHICTIO J0 Jenpecii 1, BIANOBIAHO,
JI0 alKOroJii3My. AJjie 1eil aHOMallbHUN ajiesib MPOsBIsie ceOe JuIle 3a HECIIPUSIT-
JUBUX YMOB BUXOBaHHs. TaM ke, e AUTHHA OTOYEHA JIIOOOB’I0 Ta PO3yMIHHSIM,
XMOH1 O3HAKU HE TMPOSBIISIFOTHCA.

VY CXUIBHOCTI 10 aJIKOTOdi3My OepyTh y4acTh TaKOXX T'€HH, IO 3a0e3mnedy-
I0Th KOHTAKTH MDXK KJIITHHAMH, (JOpMYBaHHs 10HHMX KaHamiB 1 T.1. HaykoBi mociti-
JUKEHHS BUSIBJISIIOTH BCE HOBI M HOBI I'€HH, SIK1 IPUYETHI 10 LIbOTro siBUIa.. Hampu-
KJIaJ, IPY BUBYEHHI €JIEKTPUYHOI aKTUBHOCTI MO3KY BHSIBWJIOCS, IO y JIIOJEU 3
HEPETYJSIPHUM aib(a-puTMOM (OCHOBHUHN PUTM €JIEKTPOCHIIe(aTorpamMu JIt0INHA
B CIIOKITHOMY CTaH1) MicJig NpUOMY aJKOTOJIIO BiH cTaBaB Oulbll BUpaxeHuM. Lle
CYTIPOBOI)KYBAJIOCS PeNlaKCalli€lo, sIKa Y TaKuX Jitojel 0e3 ajlKoroio He HacTyma-
7a. 3HaiieH1 ¥ TeHH, 10 BIAMOBIIAIOTH 3a 1eil edeKT — rpymna reHiB cyOouHUIIb
peuentopa ramma-amiHomacisHoi kuciotu (TAMK) (GABRAI, GABRAG,
GABRB2, GABRG2; noxanizaiist 5¢34) Ta iHii.

HoBi miaxomu a0 AOCHIPKEHHS MO3KY, Taki sIK ()yHKI[IOHAJIbHE MarHiTHO-
pPE30HAHCHE CKAHYBaHHS, MO3UTPOHHO-EMICIiHA ToMOrpadis Jal0Th HOBI 3HAHHSA
PO TIPOIIECH, SKI BiIOYBAOTHCS IiJ €K aJIKOTOIIO 1, BIATIOBIIHO, TO3BOJISIOTH

BUSIBJISITA HOB1 I'€HH, MOB'SI3aH1 3 IUMH MPOIIECAMU 1 aJIKOT'0JII3MOM.
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Bcroro Ha chOroHINIHINA IEHb 3HANACHI IECSITKH TeHIB, TOPYIICHHS pOOOTH
SKUX, SIK TMPUIYCKAaIOTh, MIJABUIILYE PU3UK PO3BUTKY alKOrojizmy. AJe crajkoBa
CXWJIBHICTh JI0 3aXBOPIOBAHHS BUSBIISETHCS JIMIIIC B TOMY BUIIAAKY, KOJH 1 TSHH, 1
CEpEeIOBHUIIE JIIOTh B OJIHOMY HanpsMKy. [ €HU 3MIHUTH HaBPsJ Yd BIACTHCS, alie
BXK€ ChOT'OJIHI JIIOJIMHA CIIPOMOKHA 3MIHIOBATH YMOBHU CEPEIOBHUIIA, 11100 MOHU3U-
TU PU3HK TOSBH Ta PO3MOBCIOIKCHHSI alIKOTOTI3MY.

['eHeTnuH1 TOCHIIKEHHS aJIKOTOJII3MY YIiTKO BKa3yIOTh, SIKOIO TIOBUHHA OyTH
npoghinaxmuxka 1i€i naroyorii. Lle, nepir 3a Bce, neparoriuni 3axoau. Hanpuxnan,
y HEJaBHbOMY JIOCJIJIKEHHI HOCIIiB 3raJlyBaHOI0 BHILE «PU3UKOBOIO)» ajelisl reHa
peuenrtopa nodaminy (DRD2 TaqAl) noka3aHo, 1110 BOHW MEHII YyTJMBI 10 Hera-
TUBHOI'O MIJKPIIJIEHHS, HK HOCIi HOPMAJIBHOTO ayelis. Y HUX MPOCTO HE JII0Th
CTPYKTYpH, IIIO BIIMOBIJAIOTH 3a 3amaM’ sITOBYBaHHS HETaTUBHUX PE3yJbTaTIB iX
nismbHOCTI. [HIIMMU ciioBaMH, y HUX HE (OPMYEThCS YCTAaHOBKAa HA YHUKHEHHS
T, 10 BEIyTh J0 HEMPUEMHUX BIIUYTTiB. MOXHA MPUITYCTUTH, 10 Y BUXOBAHHI
TaKuX JiTel epeKTUBHOIO OyJie MoxXBaja 3a BUIAIKHA TapHOI MOBEIIHKH, TTOBTOPIO-
BaHa IMOCJIIJIOBHO 1 TEPIUISYE, a MOKapaHHS MOXKE HE JIATH abo JaBaTh HETaTHBHI
pe3ysbTaTu.

[Iporpamu mpoiTAKTUKK aJKOTroJIi3My, SIK 1 1HIIMX BUJIIB HAPKOMaHINHOT
3aJIEKHOCT1, MalOTh 0a3zyBaTHCAd HE HAa PUTOPUYHHUX 3asBax PO HEOE3NEUYHICTh
3ryOHHMX 3BUYOK, a Ha BUPOOJIEHH] BIAMOBIIHOI CAMOOIIHKY y AIT€H Ta MOJO/I1, Ha
YMIHHI PO3MI3HABATH 1 OLIHIOBATH HACTIAKU PU3UKOBOI MOBEIIHKH.

Hapkomanis. Yepe3 mupoKy AOCTYIHICTh HAPKOTHYHUX 3aCO01B HAPKOMa-
HiS CcTajla B JIaHWM 4Yac CEpHO3HOI0 COIliaibHOIO Mpobiiemoro. Ilin HapkoMaHiero
PO3YMIETHCSI CYKYITHICTh XPOHIYHUX MATOJIOT1H, SIKI BUKJIUKAHI 3JTI0BXKUBAHHSM JIi-
KyBaJIbHUX a00 1HIIUX HAPKOTUYHUX PEYOBHUH 1 XapaKTEPHU3YIOThCA (PI3MUHOIO Ta
NCUXIYHOI 3aJCKHICTIO BiJl IIMX PEYOBHH. 3BHUYAWHO HAPKOMAaHIs CIPUYUHIOE
IMOOKI 3MIHM OCOOMCTOCTI, PO3JIaJM ICUXIKM Ta NOPYIIEHHS (DYHKIIN BHYTpi-
IIHIX OopraHiB. B 3aJIeKHOCTI BiJi HAPKOTUYHOTO 3aC00Y PO3PI3HIIOTH HAPKOMAHIIO
omniiiHy (MopdiHi3M, KOACTHI3M, F€POiHI3M TOII0), TAIIUIIHY (Talluiiu3M), 6ap0oi-

TypoBy (0apOiTypaTu3M), KOKaiHOBY (KOKaiHI3M) Ta 1HII. 3yCcTpi4aeThcs KOMOIHO-
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BaHa HapKOMaHis (ToJiiHapKoMaHis). Bel 11 p13HOBUAM HapKOMaHil B1I3HAYAKOTHCS
CBOIMH XapaKTEPHUMH OCOOJIMBOCTAMHU MPOSIBY, MepeOIry Ta JiKyBaHHS.

Jlo pO3BUTKY HapKOMaHii IPUYETHI K CEPEAOBUIIHI, TaK 1 TCHETUYHI YHH-
HUKH.

Yunnukamu omouyruozo cepeoosuuya MOXyTh OyTH HECYMICHICTb 13 CO-
[1aJIbHUM JOBKULISIM, CTPECH 3 TIOIAJIBILIOI0 JIETIPECIEI0 TOIIIO.

Cepen cenemuynux YuHHUKI@ BUSBIICHO 3HIKCHHSI €KCIIPEC]i TeHIB TIEBHUX
perynstopHux nentuaiB. OaHi 3 nux nentuiB (eHaopdinu, enkedaninu) OJ0Ky-
I0Th OIIAaTHI PELENTOpPH, BUKIMKAIOUYW HOPMAJIbHUN HACTPIH, 1HIII (CEPOTOHIH) —
3a0€3Ieuy0Th HOPMAJIbHY YSBY, HasBHICTh Y CB1JIOMOCTI HEOOXITHUX IIHHOCTEH,
pagiCHUX MOAIN Yy *KUTTI 1 B3arajli CEHCY JKUTTA. SIKIIO TaKUX TOPMOHIB BUPOOJIs-
€ThCSI HEJOCTATHBO, 1€ BUKJIMKAE TICUXIYHUA Ta (HI3UYHUN ITUCKOMQOPT, MOIIYK
3ac001B Ta PEYOBHH, 5IKi O MOTJIM HOTO YCYHYTH.

Bin3HIOKOB1 MOCHIKEHHS MMOKa3ajld, 10 YCMaJKOBYBAaHICTh HAapKOMaHIl
cknagae 6mm3pko 30%. [puctpacts 10 pi3HUX HAPKOTUKIB MAa€ HEOJIHAKOBY T€HE-
TUYHY KOMIIOHEHTY. Tak yCnaJgKoByBaHICTh CXHUJIBHOCTI JI0 TE€POTHOBOT 3aJI€KHOCTI
cknagae 50%, a 10 NCUxXoeNYHuX 3aco01B — 26%.

[Toka3zaHo, 110 OAHUM 3 BaXKJIMBUX YMHHUKIB CXMJIBHOCTI JO HapKOMaHii €
TakKa IMCUXOJIOT1YHA BIIACTUBICTH JIFOIMHH, SIK HOULYK HOBU3HU.

Jlikysannsa XBopux Ha HAPKOMAHIIO 3/IIMCHIOETHCS B YMOBAX IMCUXI1aTPUIHO-
ro crauioHapy. BoHo nepeabauvae mpoTuiil0 abCTHHEHIII], 3aralbHO3MILHIOIYE,
JIe31HTOKCHKALlIHE Ta miATpUMYytode JiKkyBaHHA. OCKUIbKU (apMaKoJOTriyHe BTPY-
YaHHS HE BHUPIIIYE TICUXOCOIIaIbHUX MPOOJIEM XBOPOTro, JIIKYBaHHS Mae OyTu
KOMIUIEKCHUM 1 BKJTIOUATH peabduliTaiiiiHi 3aX0a1 — IICUXO0TEParito, TpyA0Teparito
Ta KyJIbTYPOTEpAIIiio.

TroTioHOKYpiHHA. BauxanHs UMy TIIOYOro TIOTIOHY — 1€ HaWmolupe-
HIIIWWA BUJ TOKCUKOMaHIii. MIIlIEHHIO TOKCUYHOI JI1i MPU IbOMY € HEPBOBA CHUCTE-
Ma. BusBiieHa 3aJeXHICTP CXHJIBHOCTI JIO TIOTIOHOKYDIHHS BiJI HEPBOBO-

MCUXIYHOTO CKJIaAy JHOJWHU. [0 MpUYMH MOMYJISPHOCTI Ii€1 MIKIAIUBOT 3BUYKU
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HaJIeXaTh TUMYACOBAa TOHI3YIOYa Jisl HIKOTUHY, afanTalis 10 HbOrO OpraHimy Ta
CUJIa 3BUYKHU.

3riJHO CTATUCTUYHHUM JaHUM TIOTIOHOKYPIHHSI CKOPOYY€ TPUBATICTD KUTTS
1 MiJIBUIIYE CMEPTHICTh HACEJICHHS, CIPHUSE PO3BUTKY 3aXBOPIOBAHBb TUXAIBHOI,
TpaBHOI Ta KPOBOHOCHOI CHUCTEM, MIJBHUIIY€E CTYMIHb PU3UKY PO3BUTKY paKy Je-
T'CHb.

Jlji TpoMasicbKoro 310poB’°sl HeOe3leyHe TaKoXK TaK 3BaHE nAcU6HE KypiH-
HA — BUMYIIICHE BIUXAHHS HEKYPSAIIMMH HAKONMUYCHUX B MPHUMIIICHHI TPOIYKTIiB
TIOTIOHOKYPIHHS. Y JiTeH, AKl 4acTo mepeOyBaroTh Yy HAKypEeHUX MPHUMIIICHHSX,
YacTillle PO3BUBAIOTHCS XBOPOOU AMXATBHUX HUISXIB (a€HOIAN, TOH3UIITH, ITHEB-
MOHII TOIIIO).

BusiBnieHo nomipnuii cenemuynuii énnue (KoedillieHT yCIaIKOBYBaHOCTI
61u3bK0 60%) Ha TPUCTPACTD O TIOTIOHOKYPIHHS.

OcTtaHHIM 4YacoM Yy 3aTATUX KypliB BusBiIeHO aneil reHiB (CHRNA3,
CHRNAS5, CHRNB4), K1 KOQylOTh OLIKH, III0 € CKJIAJOBUMH aIlleTHIIXOIIHOBUX
peuenTopiB. BusHaueHo, 110 BOHU 3HAXOAThCA B XpoMocoMi 15 (Oisbl TouHA J10-
KaJTi3allisl MOKK-1I0 HeBigoma). HiKoTuH, 110 BXOAUTH JI0 CKJIaAy TIOTIOHOBOTO JIH-
My, 3/1aT€H IMITYBaTH JIII0 allETHJIXOJIIHY, TOMY Il peLeNTOPH JIICTAIM HAa3BY HIKO-
TUHOBUX. 3B’S3yI0YM MOJIEKYJIM HIKOTHHY 3 HEPBOBHMH KJIITHHAMH, L1 OLIKUA BH-
KIIMKAIOTh HIKOTUHOBY 3aJICKHICTb.

Pe3ynbpTaTi qOCHIKEHb KUIBKOX THUCAY OJM3HIOKOBUX Tap MOKa3ajiu, IO
CWJIbHA Ta JIeTKa CTYMiHb TIOTIOHOKYPIHHS BU3HAYAIOTHCA PI3HUMH T'€HETUYHUMHU
yrHHUKaMu. CriaJIkoBa CKJIaJIoBa BUSBHJIACA 3HAYHO OUIBIIOIO MPHU JIETKIN 3aJ1eK-
HOCTI BiJ] HIKOTUHY, HIJK ITPH BaXKIM.

Jns nikyeanns 3ale)KHOCTI BiJ TIOTIOHOKYPIHHS BHKOPHCTOBYIOTH Pi3HO-
MaHITHI TepaneBTHUYHI METOAUKU (HaB1IOBaHHsI, JOpMYBaHHS BiJpa3u Ta 1HIII), aJie
Hl OJ[HA 13 HUX HE BHUSIBWJIA NIEPEBArv HaJ IHIIUMU. Y CIIXY JIKYBaHHS CHpPHUSIE M-

TPUMKa PIAHUX Ta OJIM3BKUX, & TAKOXK IMCUXOTEPaItisl.
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6.7.2. I'omocekCcyaJIbHICTh

['oMocekcyanpHICTh — cTaTeBe BaOJeHHS 10 Jirojaei cBoei crati. [lommpe-
HICTh TOMOCEKCYaIbHOCTI, 32 JAHUMHU PI3HUX aBTOPIB, BAPIIOE Cepell YOJIOBIKIB BiJl
1 no 10%, a y xinok — Big 1 10 3%.

CycniabCTBO MPOTATOM CBOET ICTOPIT MO-Pi3HOMY CTAaBUIIOCS JIO IIHOTO SIBHU-
ma. CtapoJaBHI OACHCHKI Tpagulli TOMOCEKCYaNbHICTh 3acymKyBaiu. IIpore B
Antnunomy CBiTi eski (OpMU TOMOCEKCYaIbHOCTI BBAYKAIHCS IUIKOM MPUPO-
HuMmu. KaTtonuupka €Bporna npoTarom 6ararbox CTOJNITh CBOIO MOYATKOBOIO iCHY-
BaHHS HE MPOSBIISJIA 10 TOMOCEKCYaIICTIB HISIKOT BOPOXKOCTI. AJie B €MOXy cepe-
HBOBIYYSI 3BUHYBAUYEHHSI B TOMOCEKCYasi3Mi TIEPETBOPUIIOCS Ha TPI3HY 30poro iH-
kBi3uwii. Ha mouarok XX cT. chopmyBanocs 3arajibHe YSBJICHHS, 1110 TOMOCEKCYa-
JBHICTh — II€ XBOpP0Oa, 3 AKOIO JIIOJIMHA HAPOKYeThbes. Bylo 3a1licHEHO 3HA4HY
KUIBKICTh CIIPOO JIIKyBaHHS TOMOCEKCYaJIbHOCTI, K1 1HKOJIM MEXYBaJld 3 BapBap-
CBKOIO JKOPCTOKICTIO (HAapUKIad, epecajka ciM SsHUKIB, €JIEKTPOIIOKOBA Teparmis
TOIIIO) 1 HE PUBEIHN J0 MMO3UTUBHUX PE3YJIHTATIB.

3a gaHuMu OJU3HIOKOBUX JIOCHIJIKE€Hb, Y MOHO3UTOTHUX OJIM3HAT BUSIBIICHA
juiie 50-npoLeHTHAa KOHKOPJIAHTHICTh 32 TOMOCEKCyallbHICTIO. Lle cBiquuTh mpo
3HAYHUN BIUIUB CEPEIOBUIHUX YMHHUKIB HA (JOPMYBaHHS TAKOTO THUITY TOBEIiH-
KH.

VY BUNAJKy *IHOYOI'O FOMOCEKCYaJlI3My pOJIb CIaJKOBHX YMHHUKIB ILI€ ME-
Hima. JlocmimpkeHHss OJU3HAT JKIHOYOI CTaTi, 1[0 BUPOCIM HAPI3HO, MOKA3ajo, 1110
BC1 BUBUYEHI Napu OyJM JUCKOPAAHTHI 3a Li€l0 03Hakorwo. Lle nae migcraBy BBaXka-
TH, 1110 JIaHA OCOOJIMBICTh MOBEAIHKY € TIPHI0aHOI0, a HE YCIaKOBAHOIO.

HayxkoBi n1eb6aTtu 3 npuBOy IpUPOAH TOMOCEKCYaIbHOCTI HE CTUXAIOTh 1 J0-
TEnep, aje CTaBJICHHS O JAHOTO SBHILA CTAJIO OLIbII TEPIIUMHUM.

['eHeTHYH1 TOCTIKEHHS OCTaHHIX POKIB IMOKa3aJi, 110 CTaTEBY OPIE€HTAIIII0
JIOJIMHU BU3HAYAIOTh KUIbKA I'E€HIB, SIK1 pO3TAalIOBaH1 HE JMIIE B X-XpOMOCOMI, SIK

BBaxkasnocs paximre. Ha xpomocomax 7, 8 Ta 10 BUABIIEHO JIOKYCH, JI€ MOXKYTh 3Ha-
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XOJIUTUCH 11l TCHHU. 3BUYANHO, HE BUKIIOYAETHCS 1 BIUTMB YMOB OTOYYHOYOTO Cepe-
noBuIIa. TakMM YMHOM, CEKCyalbHa OpIE€HTAIliS € MYJIBTH(PAKTOPHOI 03HAKOIO.

VY Ham 4gac JIiKyBaHHS TOMOCEKCYyalli3My HE MPaKTHKYEThCS, OKPIM BHIIA/I-
KiB, KOJIM MAIli€EHT caM Oa)kae 3MIHUTH CBOIO CTaTeBy opieHTalliro. [Ipu npomy 3a-

CTOCOBYIOTh I'PYIIOBY Ta MOBEIIHKOBY IICUXOTEPAITIIO.

6.7.3. 3J10YMHHICTDH

3JI0YMHHICTh € HaJ3BUYANHO CKIAAHUM 1 MOJIMOP(HUM SIBULIEM. 3T0YUHOM
BBA)KAETHCA 1 MOPYIIEHHS (hIHAHCOBUX 3aKOHIB, 1 KpaJil>KKa, 1 BOUBCTBO — HAaBMHC-
He uyu B ctaHl adexty. Kpim Toro, icHy:oTh nmpoOiemMu o0MIKy 3TOYMHHUX (PaKTiB.
SAxio, HaNpUKIaA, Yy pa3i XBOpOOHW MAIIEHTH caMi IIYKArOTh JIIKapiB, SIKI BEIYTh
peTenbHU O0JIIK MEIUYHUX JaHUX, TO BIJHOCHO 3JIOYMHHOCTI KapTHHA MPSIMO
MPOTHIICKHA — JOCTATHBO BEJIMKA KIJIBKICTh 3JI0UYHUHIB 3AJTUIIAETHCA HEPOIKPUTOLO,
00 BCsl CHPUTHICTbH 3JI0YMHLIIB CIIpsiMOBaHa Ha 1ie. OTxe peajibHa KapTHHA 3710YUH-
HOCTI 3QJIUIIACTHCS JUIA JOCIITHUKIB HEBIOMOIO.

[IpoTe reHeTMkn HE MOJUIIAIOTH CIPOO BU3HAYWTHU CIAJKOBI Ta CEPEIOBU-
IIHI MEXaHI13MHU [[bOTO CKJIAJTHOTO COLIAJIbHOTO SIBUIIIA.

3a JaHUMU PI3HUX aBTOPIB BHUSBWIIOCA, IO CEPEIHS KOHKOPJAHTHICTH MO-
HO3WUTOTHHUX OJIM3HAT 32 O3HAKaMH 3JI0YMHHOCTI y MIBTOpAa pa3u BUIIE, HIK TU3H-
rotHux (75% ta 50% BianoigHO). [IpoTe BITHOCHO BHUCOKAa KOHKOPJIAHTHICTh Y
JTU3UTOTHUX OJU3HAT CBIAYHUTH MPO TE, 10 BIUTMB YNHHUKIB CEPEOBUINA HA TPOSB
O3HAKH TYT BEJIbMHU 3HAYHUU.

XapakTepHo, 110 3 BIKOM POJIb il CepeOBUIIA 3HUKYEThCA. Y TPUBAIUX
JOCIIKEHHAX OyJI0 MOKa3aHo, M0 yCMaJAKOBYBAHICTh aHTUCOIIAIIBHOI TTOBEIHKH
y nijunitkiB piBHa 0,07, a BB oTouytoyoro cepenoBuia — 0,31. Ilpu noBropHuX
00CTEXKEHHSX JOPOCIUX yCHaIKOBYBaHICTh 3pocTae a0 0,43, Toni sik Aisi cepeio-
Bumia najgae o 0,05.

[Tpy4MHOIO 3JO0YMHHOCTI MOXK€ OYyTH aHOMaJIbHUN PO3BUTOK OCOOH, SIK
OB’ sSI3aHUM 31 CIIaJKOBOIO CXWIJIBHICTIO, TaK 1 BUHUKIIMKA B pe3ysbTaTi Jii cepeso-
BUIIIA (XBOpOOH, TpaBMHU ToI0). Cepell 3J0UMHINB B3araji 3yCTPIiYaeThCsl 3HAYHA
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KUIBKICTh OCI0 3 MCHUXOMATISIMA Ta PI3HUMH MATOJOTISIMHU, OJHUM 13 CHUMITOMIB
SIKUX € arpPECUBHICTb.

['eHeTHYHI €KCIIEPUMEHTH Ha TBapHUHAX, B PE3YyJIbTaTl SIKUX OYyJM CTBOPEHI
JHIT IIypiB 1 MUIIIEH 3 MiJIBUIIEHOI0 a00 3HMWKEHOIO arpeCHUBHICTIO, YKa3yIOTh Ha
MO>JIMBUM 3B’S30K MEBHOTO T'€HOTHUIY 3 IIEI0 BIACTUBICTIO mMoBenaiHKu. LlikaBo,
110 Yy JIFOJMHU ICHY€E KOPEJsLis MK arpeCUBHICTIO Ta rinoriikemiero. i rimormi-
KEMI€I0 B JIAHOMY BHIMAJKy PO3YMIETHCS 3HUKEHUN BMICT TIIOKO3U B KPOBI, IO
CIPUYMHIOE MiIBUIIECHY APATIBIUBICTh 1 BUMIAJKH aHTUCOL1AJIbHOT OBEIIHKH.

VY heskux BUIAAKAX JAOCTATHbO OJHIEI TE€HHOI MyTallil, 00 BUKIUKATH
MJBUIIEHY arpeCUBHICTb. Y JITEpaTypl ONMUCAHUMN BUIAJOK XapaKTEPHOro MOpY-
HIEHHS] HOPMaJIbHOT OBEAIHKM YOJIOBIKIB, SIKa MOJIsirajia B HECIOAIBAHUX CIajaxax
arpecMBHOCTI Ta IMITYJILCUBHIN CeKCyanbHIN moBeAiHIl. [I[pruunHOIO TaKoi moBemi-
HKM BUSIBWIACA MYTallisl T€HA, SIKUA KOJIYE CTPYKTYpPY (epMEHTY MOHOAMIHOKCH-
nasu A 1 3HaxoauTbesl B X-xpomocoMi. ([uB. po3aunr 6.7.1, migpo3ain «AJkoro-
Ti3M»).

Takum ymHOM, OOrOBOPIOIOYM MUTAHHS MPO YCMAIKyBaHHS 3JIOYHMHHOCTI,
CJIIT TaM’ITaTH, 10 BC1 IOCHIIPKEHHS, TPOBE/ICHI B I[bOMY HaIpsiMi, III€ Ty>Ke Ja-
JIeK1 BIJl JOCKOHAJIOCTI. DEHOTHII 3JI0YMHIIS BCe 11e He Bu3HaueHuii. CydyacH1 BUCHI
BHUBYAIOTh HE BJIACHE 3JI0YMHHICTb, a TUIU MMOBEAIHKH, XapaKTEPUCTUKHU OCOOU, SIKI
CYIPOBOJIKYIOTh 3JI0YMHHICTB, 010JIOT1YHI MOKAa3HUKH CXHUJIBHOCTI J0 arpecii To-
0. Bee 1e numie nepii Kpoku Ha LUISXY 10 MI3HAHHS ICTUHHUX MPUYHUH 3JT0YHUH-
HOCTI.

byno 6 Halirpy0iow MOMHIIKOK BBa)KaTH, IO CXWJIBHICTh 10 KpUMiHAJIb-
HOI MOBEIIHKM 3aKJiaJleHa B T'eHaX. ICHye BeiuKa KUIbKICTh CBIJYEHb TOTO, IO
CIIPUATIMBE OTOUYIOUE CEPEIOBHIIEC 37]aTHE KOMIICHCYBATH HeOa)kaHi 0COOIMBOCTI
TEMIIEpPAaMEHTy Ta OCOOUCTOCTI, SIKI MOXYTh NMPUBECTU IO PO3BUTKY aHOMAIbHOI
NOBENIHKHU. | HaBMaku, HECTIPUSATIMBE CEPEIOBUIINEC MOXKE MOTJIMOUTH HACIHIIKU
HaBITh HEBEJIHMKUX MOPYIICHb PO3BUTKY, SKUMH, HAIPHUKIAA, € HeCenu(piyHi mo-
pYILIECHHS] HABYaHHS, 1 IPUBECTHU /10 BIAXUJIEHb B MOBE/IHLI Ta MIMOOKOro KOHQII-

KTy 3 COL[IaJIbHUM CEPEIOBULIEM.
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6.7.4. CamoryocTBO

Camory0OcTBO, 200 Cyilma — HaBMUCHE CaMOYIIKOJKEHHS 31 CMEpPTEIbHUM
HacaigkoM. [llopiuHo y CBITI 3AIHCHIOETBCS OIM3bKO 1 MIIH. caMOryOCTB 1 Maiike
10 muH. cipo6 camory6cTBa.

CyiumaoM BBaXarOTh HE BCl Jii JIFOAWHH, SKI MAlOTh HACIIJIKOM ii CMEPTh.
BcTraHoBUTH BIJIMIHHICTB BJIaCHE CaMOT'yOCTBa BiJ] aBTOArpeCUBHUX (POpM MmoBei-
HKM J]a€ 3MOTY aHalli3 MOTHBAIlli BYMHKIB 1HAMBIJA. 3aMax JIIOAUHU HA BJAcCHE
KUTTA KBaII(PIKY€EThCS SK CaMOTryOCTBO 3a yMOBHU, KOJIM BOHA YCBIJJOMIIIOE 3Ha-
YEHHS CBOIX il 1 Kepye HUMHU. CKOEHHS JIOJMHOK CYIUUIATBHUX TN MiJ BIUIU-
BOM  YyCKJIQJHEHb TICUXIYHMX 3aXBOpIOBaHb (MEPEBAXHO  MaHiaKaJIbHO-
JENPECUBHUX TICUXO031B Ta MHU30(PEeHii) ciijl KBani(iKyBaTH K HEUIaCHUN BHMA-
JIOK.

3BUYaliHO CyilujaibHa MOoBeaIHKA (OPMYETHCS B pe3ysbTaTl B3aeMoil ¢a-
KTOPIB CXWJIBHOCTI JJO HHOTO T4 YMHHUKIB YMOB OTOYYIOUOIo cepenoBuia. Taka
B3a€EMOJIIS CIPUYMHIOE BITUYTTs Oe3HaAIMHOCTI Ha ()OHI IMIYJIBCHBHOIO CTaHy,
10 1 MOKE MPUBECTH JI0 CaMOTyOCTBa.

[Ipo BW3Ha4YaNbHY pOJIb Yy IHUX MPOIECaX TCHETUYHMX YWHHHUKIB CBIIUATh
JOCIIJIKEHHST CIMEH Ta OJM3HIOKOBHUX IMap 32 YMOBH BUKIIIOUEHHS BIUIUBY 1HIIUX
CHAJKOBUX XBOpPOO, IO MOXYTh NMPOBOKYBaTW cyiuuia. Ha mijncraBi pe3ynbTaTiB
WX JIOCHI/DKEHb BHUSBIICHO MEXaHI3MU YyCHAJAKyBaHHS CyimumambHOCTI. Tak y
MepIIOMY MOKOJIIHHI HAaIllaJIKIB CaMOTyOIlIB 4acToTa CYIUIHUX CIPoO 1 CyiuaiB
npuOIM3HO B 4 pa3u BUILE, HIK Yy KOHTPOJBHIN rpymi. I3 NCUXIYHUMU 3aXBOPIO-
BaHHSMH, HASSBHUMH B POJIMHI, 1€ HE MOB’s3aHO. Y psALy «0aTbKu — AITH» HMOBIp-
HICTb CMAJKOBOT'O MEpeAaBaHHs CyIlIUAHOI MOBEIIHKY CTAaHOBUTH 12-18%.

Ha noBToproBaHICTh CyilMIy B Me€Xax pPOJAMHHU BIUIMBAIOTH 1 COLIAJIbHO-
MICUXOJIOT1YH1 (paKTOPU — HACJITyBaHHS, CAMOHABIFOBaHHS, HABIIOBAaHHS, €MOIliiHE
3apaxxeHHs. AJie 3’COBaHO, IO JITH, y CIM’SX SIKUX OyB CKO€HUH cyiuuj 1 sKi 3
PaHHBOTO JUTHUHCTBA BUXOBYBAIKCH B 1HIIMX CIM X, J€ MOro HE 0yIJi0, CKOIOIOTh

caMory0CTBO, BAAIOTHCS 10 CYIUAANBHUX cripod mpubIu3HO B 6 pa3iB yacTilie,
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HIX YCUHOBJICHI JiTH, 010JIOT1YHI OaThKH SKMX HE HAJEXaTh J0 CYIUAAILHUAX PO-
JTUH.

[Tpo BU3HAYaNBHUI BIUIMB Ha CYIUAAIbHA MMOBEIIHKY T'€HETUYHUX YWHHU-
KiB CBITYUTH 1 T€, IO BIPOTIIHICTh CKOEHHS CYiIUAy 000Ma MOHO3UTOTHUMH OJIH-
3HIOKaMH npubiu3Ho y 20 pas3iB BHILA, HIX o0oma IU3UroTHUMU. BogHouac vac-
TOTa CKOEHHS CaMOTYyOCTBa APYTHM JW3UTOTHUM OJU3HIOKOM, SIKIIO 1€ BYUHUB
OJIUH 13 HUX, Y 3,5 pa3u BuUIlA, HDK CEpeHIN piBeHb CYIllUIy B CYCHUIbCTBI, J0
SIKOTO BOHH HAJIC)KATh.

Hocnimxkennss npotsiroM octaHHix 20-30 pokiB BUSBWIM, LI0 CyillufanbHa
MOBE/IIHKA TIOB’s3aHa 3 TOPYIIEHHAMH (YHKI[IOHYBAaHHS HEHPOTpPAHCMITEPIB
(mepuu 3a Bce, CEPOTOHIHY Ta HOpAJApEHANIHY), PEryysaiii aKkTUBHOCTI HEPBOBOI CHU-
cTemu, 31 3MiHaMH y (YHKIIIOHYBaHHI TimoTtajgamyca, rinmodisa, HaJHUPKOBUX 3a-
7103, IMyHHOI CHCTEMH, 3 MOPYIIEHHAMH MeTa0o0i3My >kupiB. Busineno psna kan-
TUAATHUX TEHIB, MyTallii SKHX MOXXYThb MPOBOKYBATH CyilMaalbHA TMOBEIIHKY:
TPH2 (ren depmenty tpuntodanrinpokcunasu; nokamizamis 12¢g21), SLC6A4
(reH OlIKa-TpaHCHIOpPTEPA CEPOTOHIHY; Jokamizauis 17ql11.1-q12), yotupu rexa ce-
poTtoHiHOBoro penentopa (Hampukian, reH HTR2A; noxamizamis 13q14-q21),
MAOA (ren hepMeHTY MOHOAMIHOKCHIa3u A — cymnpecopa qodaMiHy; JIOKaTi3aiis
Xpll).

Takum 4MHOM, TEHETUYHO 3YMOBJICH]I MATOTEHH] 3MIHA B OOMiHI PEYOBUH, a
OTXe 1y (PYHKIIIOHYBaHHI HEPBOBOI CUCTEMH JIFOJIMHUA 3YMOBIIIOIOTH arpECUBHICTb,
IMITyJIbCUBHICTb, 3HM>KEHHSI OINOPY CTPECOreHam, BTpATy 3AaTHOCTI OAEpP>KyBaTu
3aJI0BOJICHHS BIJl KUTTS, JENpeciio Toulo. Bce 1€ J0MOBHIOETHCS 30BHIMIHIMU
CTPECOT€HHUMU BIUIMBAMH Ta TOPMOHAIBHUMH 3PYIICHHSIMH, 1110 MOXKE TIPU3BECTH

10 camoryOcTBa.

KonTpoJbHi 3annuTanHs 10 Temu 6.7

1. ITosICHITh MOHATTS «HApPKOMaHI1iHA 3aJI€KHICThY.
2. SIxi popmu HapKoMaHiHOT 3a1exHOCTI Bu 3HAeTE?
3. Y yomy noJsArae rncuxiyHa HapKoOMaH1MHA 3aJI€KHICTh?.
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4. o nexuTh B OCHOBI (i3MUHOT HAPKOMAHIIHOT 3aJI€KHOCTI?

5. OxapakTepu3yiiTe OCHOBHI 03HAaKH aJIKOTOJII3MY.

6. [llo Bam BigoMo po NPUYHUHU AJTKOTOJ13MY?

7. I1osicHITh TEHETUYHHUI MEXaH13M aJIKOTOJIbHOT 3aJI€5KHOCTI.

8. Y yomy nossirae mpodiakTHKa aaKoroyiizmy?.

9. SIKy ponb y pO3BUTKY aJKOTOMI3MY BIAIrpaloTh (PaKTOPH OTOUYIOUOTO Ce-
PEIOBHINA 1 B MIEPIILY Yepry cim’i?

10. Ha3BiTh YNHHUKHA OTOYYIOUOTO CEPENOBHUILA, SIKI MOKYTh OyTH MPUYETHI
710 PO3BUTKY HapKOMaHIi?

11. [Ilo BimoMo cyd4acHiif HayIll PO T'€HETUYHI YUHHUKW HapKOMaHi1i?

12. Slka ycnagkoByBaHICTh HAPKOMAHIi?

13. V yomy mossirae nonyJispHICTh TIOTFHOHOKYPIHHS?

14. IlosicHITh HEOE3MEUHICTh TIOTIOHOKYPIHHS JIJIS 37I0POB’ S JIFOIMHH.

15. o Bam BigoMo mpo reHeTHdHi paKkTopy MPUCTPACTI JO TIOTIOHOKYPIH-

HA?.

16. Slka BiIHOCHA pOJib CMAJKOBHUX Ta COLIAJbHUX YMHHUKIB y (hOpMyBaHHI
TOMOCEKCYaJIbHOCTI?

17. Illo BimomMo cydacHii Haylll PO F'EHETHYHI MEXaHI3MU IOMOCEKCYalli3-
My?

18. Ha3BiTh Ta MOSACHITH MPOOJIEMU BUBYCHHS T€HETUKHU 3JI0YNHHOCTI.
19. SIki ekcnepUMEHTabHI JIaHl MiATBEPIKYIOTh T€HETUUHY MPUPOJY CXHU-

JBHOCTI 10 camoryocTBa?
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7. TEHETUKA OCOBUCTOCTI

7.1. TemnepameHT

7.1.1. IloHATTHA TEeMIIEpaAMEHTY

[Tix TemMIiepaMeHTOM PO3YMIETHCS BIIHOCHO CTiHKE 3aKOHOMIpPHE CITIBBIJI-
HOIICHHS 1HJMBIAYaJbHO-TICUXOJIOTTYHUX OCOOJUBOCTEH JIOJAMHU 1 TBapWH, SIKE
XapaKTEPU3y€e TMHAMIUHY CTOPOHY iX ICUXIYHOI AISUIBHOCTI Ta TOBEAIHKH.

Po3pi3Hs0Th /1Ba HAWBaXJIMBIII aCMEKTH TEMIIEPAMEHTY — aKTHUBHICTH 1
EMOLIIHICTb. AKmMuUGHicmb XapaKTEpHU3y€e CTYIIHb MIBUAKOCTI, €HEPriMHOCTI 4u
MOBUIBHOCTI, MJISIBOCTI 1HAMBIZA Y HOTO JisIX 1 BUNHKAX, a eMOUyiltHicmb — 0CO0JIH-
BOCTI mepediry Horo emoliiHuX MepeXuBaHb (MO3UTUBHUX YU HETAaTUBHUX) Ta
CTaBJICHHS 10 SBUII UM MPEIMETIB J1IACHOCTI (paJiCTh, CyM, THIB TOLIO).

Pi3Hi BueHi poOusiu cripoOu PO3KPUTH TIPUPOY TEMIIEPAMEHTY Ta BU3HAUHU-
TH WOT0O MOKAa3HUKH Ha OCHOBI MOP(}OJIOTIYHUX OCOOJIMBOCTEN JIFOJICHKOI TOJIOBH,
TOBIIMHU HEPBOBUX BOJOKOH, OYyJIOBH Tija TOMIO. Y MOCTPAASHCHKIA MCUXOJIOTI]
HaloOUIbI nomupeHoto € teopis L. I1. [1aBnoBa, sika MoB’s3y€e TUIIU TEMIIEPAMEHTY
3 JAISUIBHICTIO UEHTPAJIbHOI HEPBOBOI cucTeMu. [lomanpuil 10CHiIKEHHS, TPOBEIEe-
HI pociiicbkkumu (hi310JI0TaMH, TIOKa3alu, 0 CTPYKTypa OCHOBHHMX BJIACTUBOCTEU
HEPBOBOI CUCTEMH € JOCHTh CKJIQJHOIO, IO CIPHYUHIOE 3HAYHY KIJTBKICTh 1X TIO-
€HaHb, a HEe YOTUPH, sk yBaxkaB L.I1. ITaBnoB. Kpim Toro, BcTaHOBIIEHO, 110 KOXKHA
BJIACTUBICTh TEMIIEPAMEHTY 3aJIe’KUTh HE BiJ OJIHIET, a Bl KUIBKOX BJIACTUBOCTEH
HEPBOBOI CUCTEMH, 1 KO’KHA TaKa BJIACTUBICTh BUSIBIISETHCA HE B OAHOMY, a y BCIX
TUTIAX TEMIIEPAMEHTY.

Tun teMnepaMeHTy € BIAHOCHO CTIMKMM 1 Majo 3MIHIOETHCS Mij BILTABOM
cepeZloBUIIa Ta BUXOBAHHS, ajie 3a3Ha€ MEeBHUX 3MIH Yy Mpolieci oHTorenesy. Bino-
MO TaKO, III0 BiH HE BU3HAYa€ 1HII BJIACTUBOCTI OCOOMCTOCTI (HampUKiIad, Xapa-

KTep, 3M10HOCTI), a JMIlIe BIUIMBAE HA iX JUHAMI4YHI mposiBU. Ha ocHOBI Temmepa-
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MEHTY (OPMY€ETHCS 1HANUBIIyaIbHUN CTUJIb AISUTBHOCTI — CYKYIHICTh BapiaHTIB Mi-
SITBHOCTI, SIK1 € HAaHO1IbII MPUIHHATHUMU JUIsI JIFOJIMHU [TIEBHOTO TEMIIEPAMEHTY .

VY reHeTHYHuX JOCHIKEHHSIX TEMIIEPaMEHTY HEOOX1/IHO BPaxOBYBaTH KiJib-
Ka Horo ocoGiuBocre. Ilo-mepime, KOMIIOHEHTHUH CKJaj TEMIIEPAMEHTY 3ajle-
JKUTb BiJ BIKY JIFOJJUHU, OCKUIBKH JI€SIKI OCOOJMBOCTI MOBEAIHKH, XapaKTepH1 ISl
MaJICHbKHUX JiTeH (HaNpHKIa, PEeryJIspHICTh BIANpPaBICHHS (Pi310J0TTYHUX (PYHK-
i, TPUBAIICTh CHY 1 T.I.), Y JIOPOCIUX a0o0 BiACYyTHI, a00 MalOTh 30BCIM iHIIIE
3HaueHHs. [lo-gpyre, MeToaM AIarHOCTUKHM AMHAMIYHUX XapaKTEPUCTUK (aHKETH,
3aCHOBAHI Ha CaMOOIIIHIIl, €KCIIEPTHI OILIIHKH, MPOEKTUBHI METOAUKH, CIOCTEpE-
KEHHS), SIK MPAaBUIIO, MAlOTh 3HAYHO MEHIIY, HIK, Hanmpukia, tectd 1Q, craruc-
TUYHY HaJIMHICTh 1 4acTO Jal0Th pi3Hi pe3ynbTaT. Ilo-Tpete, icHye TpaauuiiiHa
JUISL TICUXOJIOT1T npobiema cnieeiOHOWEHHA memnepamenmy i xapakmepy. Xoda
XapakTep, Ha BIIMIHY BiJI TEMIIEPAMEHTY, 4acTO TOB’SA3Y€EThCS 13 3MICTOBHOIO CTO-
POHOIO 0COOM, OJHAK, 1I€ HE JJa€ 3MOTU HAA1MHO PO3PI3HUTH iX NPOSBU. AJKE TH-
HAMIYH1 XapaKTEPUCTUKH JiSTILHOCTI MOXKYTh B KOHKPETHUX BUMAJKaX BU3HAYATH-
Csl HE TUIbKM pUCaMU TEMIIEPAMEHTY, aji€ 1, HalpUKJIaJ, BUCOKOIO MOTHBALIEIO /1a-
HO1 JiSTTLHOCTI, TOOTO BJIACHE OCOOMCTICHOIO PHUCOIO.

I3 3a3HaUYeHNX BHUIlE OCOOIMBOCTEN TEMIIEPAMEHTY JIOCUTh TOCTPOIO € MPO-
0JieMa CIIBBITHOIICHHS TEMIIEPAMEHTY 1 XapakTepy, siKa, KIHElb KIHIEM, 3BOJIUTh-
csl 10 TpoOsieMu «iHougio ma ocodoucmicmey. 1{1o nuneMy Halkpaile MOXE BHU-
pIIKUTU reHeTuKa. Po3ymitoun 0COOUCTICTh K CUCTEMY, L0 MA€ COI[IOKYJIbTYypHE
HAIlOBHEHHS Ta BIJJ3EPKAIIOE CyCHUIbHI BIJIHOCUHU, B SIKI 3aHYpEHa JIIOJIMHA, HE
MO>KHA CIOJIM K BIJTHOCUTH CIIaJIKOBO 3aJaHl BJIACTUBOCTI, SIK1 3aK0I0BaHI B F€HOMI
Ta HAJIEkKATh 10 CTPYKTYPH 1HAMBIAyalbHOCTI. TakuM YMHOM, IPHU BUPILIECHH] MH-
TaHHS MMPO HAJIEKHICTh Ti€l UM 1HIIOI TICUXOJOTIYHOT PUCH J0 TEMIIEpAaMEHTy He-
00X1JIHO 000B’SI3KOBO BPaXxOBYBaTH KOE(IIIEHT YCIIaJIKOBYBAHOCTI.

Opnnak y 3apyOiKHUX TCHXOJIOTTYHHX JOCITIHKCHHSIX MPAKTHUYHO BiJCYTHE
PO3MEXKYBaHHS 1HAUBIITY Ta 0cOOMCTOCTI. TOMy B 3MICTI aHKET 1 TECTIiB, B 1HIIUX

JIarHOCTUYHUX Mpoleaypax Ta B OAEp>KyBaHUX MOTIM JAaHUX 3aX1JHI aBTOPU Yac-
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TO 00’€IHYIOTh PUCHU 1 BIIACTUBOCTI, AKI JIOTTYHO HEOOX1AHO Oyj0 O BIAHECTH 10
PI3HUX TIACTPYKTYP 1HAUBIYaTbHOCTI.

Hagith y TUX BUMaaKax, KOJIM L JIBa TEPMIHH — TEMIIEPAMEHT 1 OCOOUCTICTh
— PO3PI3HAIOTHCS, WIAETHCS CKOPIIIe PO 00CITHU MOHATH, HIXK MPO PI3HI MIACTPYK-
TypH ab0 piBHI IHTErpAIbHOI 1HAUBIIYaTbHOCTI.

Tpyanomi, moB’s3aHi 3 MPOOIEMOI0 PO3MEXKYBaHHS TEMIIEPAMEHTY Ta Xapa-
KTEpY, Jal0Th MIJCTaBy JAOCIIAHUKAM BBaXKaTH, 1110 PUCH TEMIIEPAMEHTY B YHUCTO-
My BUIJISIJ1 MOXKYTh OyTH BU3HAYEHI JIMIIE Y HEMOBJIAT, KOJIA COL[IaIbHUI J10CBI]T

MIHIMAJIbHUIA.

7.1.2. TemnepameHT y aiTen

Y nmochipKeHHSX, MPOBEICHUX Ha IMapax MOHO3UTOTHHX Ta JU3UTOTHUX
OJIM3HIOKIB nepuiux OHig yHcumms, OACpKaHl HU3bK1 BHYTPIIIHBONAPHI KOPEJISIIT
110 OCHOBHHUX pHUCaxX TeMIIEpaMEHTy (30YIMBICTb, 3[JaTHICTh 3aCIIOKOIOBATHUCS TO-
1I0) 1 [0 XapaKTEpPUCTUKAX aKTUBHOCTI MPOTArOM CHy Ta HecnanHd. Kopensuii y
MOHO3HUTOTHUX OJM3HAT BapitoBaiau B Mexax 0,06-0,31, y ogHOCTaTeBUX JNU3UTOT-
Hux — 0,06-0,59, y piznocrareBux nu3urotaux — 0,13-0,30. ['oi0BHOIO TPUYMHOIO
TaKOro JOCUTh 3HAYHOTO BAPIIOBAHHS LUX MOKA3HUKIB MOXYTh OyTH YMOBH TIpe-
HATaJbHOT'O PO3BUTKY Ta OCOOIMBOCTI IOJIOTIB, IO MATBEPIKEHO MOBEAIHKOBUMHU
XapaKTepUCTUKAMK, Barod HOBOHAPO/KEHUX Ta CHEIIaJIbHUM TECTOM, SIKUH 3a-
CBIJIUY€ pPIBEHb 1X (P1310J0T1YHOI 3pI0CTI. TaKUM YHHOM, y IIbOMY Billl T€HH 1€ HE
3M1MCHIOIOTH CBOT'O BUPINIAJILHOTO BIUIMBY Ha 1HAWBIIyalbHI BIIMIHHOCTI JIITEH 3a
TEMIIEPAMEHTOM.

Haiionuxcuumu micayamu yxcumms JITEH CUTYaIlisl ICTOTHO MIHSAEThCA. Y
pAlll TOCHIIHKEHb, TPOBEJCHUX HaJl OJM3HIOKAMU BiKOM 3-12 MicsIIiB 3a JI0MOMO-
rOI0 PI3HUX METOAMK OIIHIOBAHHS MOBEMIHKU JIIT€H, MOKA3HUKHU BHYTPIIIHbOIAP-
HUX KOPEJSAIINA Y MOHO3UTOTHUX OJIM3HAT OyJIM CyTTEBO BUIIUMHU, HIXK Y JU3UTOT-
HUX. Xo4ya KOe(IIEHTH YCMaJAKOBYBAHOCTI MPU LILOMY CKJIQJAId B CEPEIHbOMY
Bcboro 30%, omgHak 1€ BXKE CBIAYWTH MPO JOCHTHh BHUPa3HI T€HETUYHI BIUTMBU Ha
TEMIIEPaMEHT.
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[le miaTBEpIKY€ETHCS 1 pe3yjbTaTaMH JOCHIKeHb NMpUOMHUX AiTed. Tak,
OioJioriyH1 OpaTH Ta CECTPU y Billl OAHOTO POKY Majid KOPEJAIi0 3a 0COOIUBOC-
TaMH ToBeIIHKU B Mexax 0,09-0,20, ane Ha Apyromy polli JKUTTS TyT TEXK BUPA3ZHO
MPOSIBIIIMCS BIUTMBU T€HOTHITY .

[Ipu oOcTexeHHI MOBEAIHKU OMU3HAT gikom 1,5-2,0 poxu xoedillieHTH yc-
MaJIKOBYBAHOCTI BXKE JIOCTATHbO BUCOKI: h* = 0,42-0,56, — maiike Takl, SK 1 ITOKa3-
HUKH TEHETUYHOTO BIUIMBY Ha CKJIAJIOBI TEMIIEpaMEHTy y Aopociux. KpiM Toro, i
JOCIIIJIKEHHSI TTOKa3aJld BUPA3HUM BIUIMB HA OKPEMI CKJIQJOBl TEMIIEpAMEHTY (Ha-
NPUKJIAJl, €MOI[IMHICTh Ta AKTUBHICTh) MEBHUX YMOB JIOMAIlHbOI'O CEpPEOBHUILA
(HasBHICTH 6a0yci, cucTeMaTu4H1 irpu 6aThKIB 3 JITHbMH, XOPOIIl TOOYTOBI YMOBHU
Toio). [Tpore BHYTpilIHBRONIApHA MOAIOHICTD 1, OTXKE, KOEPIIEHT yCIaAKOBYBaHO-
CTi BiJl X 0OCTaBUH HE 3aJ€KUTh. [HIUBIAyaabH1 BIAMIHHOCTI MO aKTUBHOCTI TI0-
BHICTIO BHU3HAYAIOTHCS CEPEIOBUIIEM, IPUUOMY B 000X BHUMAAKaX BEJIUKY POJIb
rpa€ 1HAUBIAyalibHE cepeaoBUIle. AJle TIPU LIbOMY €MOIINHICTh 1 aKTUBHICTh BH-
SIBUJINCS. B3a€EMOIIOB’ SI3aHUMH T'€HETUYHOI Kopensnieto (r, = 0,45), mo cBia4uTh
PO HASIBHICTh Y HUX CUCTEMHU CIUIBHUX I'€HIB, 1110 BU3HAYAIOTh iX BaplaTUBHICTb.

TakuM YMHOM, MOYWHAKOYN TPUOIHM3HO 3 9 MICAIIB KUTTSA y JITCH BUSBIISA-
€THCSl TEHETUYHO 3a/1aHa 1HIUBITYAIbHICTh CTOCOBHO JUHAMIYHUX XapaKTEPUCTHK
TEMIIEPAMEHTY — AKTUBHOCTI (IIEPEBa)KHO PYXOBOi), PETYJSIPHOCTI (PUTMIYHOCTI
MOSIBU TIOBEJIHKOBUX pEaKIlii, HAIpPHUKIaA, TOJOAY, 3MIMCHEHHS ()i310JI0TTYHIX
(GyHKLIA, YepryBaHHd CHY Ta HECIaHHS TOIIO), IPUCTOCOBYBAHOCTI (peakiiii Ha
HOBY CHUTYAIll0), MOPOT'Y aKTUBHOCTI, JIOMIHYIOYOTO HACTPOIO, THYUYKOCTI (JIETKICTh
3MIHU TIOBEJIIHKW 3a HOBOI CHUTYyaIllli), YBarv/HaImojerIuBoCTi (TPUBAJIIOCTI MIEBHOI
JSJTBHOCTI Ta 3JaTHOCTI MIPOJIOBXKYBATH 11 BCyIepeu nepenikoaam) i T.11..

VY mporeci mpo0BKEHUX JOCIIKEHb ITOBEIIHKU JiTell OYB BUSBIICHHH TaK
3BaHMH CUHOPOM MANCK020 memnepamennty. YIoro o3HaKaMM €: HU3bKA PUTMid-
HICTb, NIEPEBaYKaHHSI HETaTUBHOI'O HACTPOIO, CIa0Ka peakiiisi Ha HOBI CTUMYJIH, I10-
raHa IPHCTOCOBYBAHICTh 1 BUCOKA IHTEHCHUBHICTh peakuiid. BusiBumocs, mo uei
CUHIPOM CTIMKHMI y Mepill POKH XKUTTA. Y BIKOBHX Hapax ojep:kaHl MO3UTUBHI

kopesauii: 112 poxku —0,48; 2 13 poku — 0,49; 3 14 poku — 0,42.
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binbiie Toro, 03HaKu TSKKOIO TEMIEPAMEHTY 3-pIUHUX JITEH KOPEIIOIOThH 3
o3HaKaMu JiroauHu BikoM 17-24 poku — 0,34. IlikaBo, 1mo Mix BikoM aiten 1-2 po-
KM Ta JOPOCIMMH TaKa KOPEJAIlis BiACYTHsA. BHSIBUIOCS TaKoX, M0 BaKKHH TEM-
NepaMeHT TUTUHCTBA BIIMBAE€ HAa MPUCTOCOBYBAHICTH JOPOCIOi JIOJUHU JI0 Pi3-
HUX cep TIsITbHOCTI — HABYAJIBHO1, COIIAJIbHOT, CIMEHHOT TOIIIO.

3a naHuMuU OJM3HIOKOBUX JIOCHI/IKEHb, 3 I1'SITH KOMIIOHEHTIB CUHAPOMY TS-
KKOTO TEMIIEpaMEHTy O-pIYHUX AITeH TPU MalOTh BUCOKY T€HETHUYHY CKJIQJIOBY:
cnabka peaxiist Ha HOBi crumyin (h> = 0,94), Bucoka inTeHcuBHiCTS peaxiit (h* =
0,82), Husbka perymsipaicts (h® = 0,68); 0MH — MOraHa IPHUCTOCOBYBAHICTh — BH-
3HAYAETHCS B OCHOBHOMY 3araibHOCiMeiiHiM cepenoBuineM (¢” = 0,55), i me oxuu
— HeraTHBHMi HACTpill — iHmMBixyansHuM cepenoBuieM (¢ = 0,63). IIpasaa, B
JIBOX OCTAHHIX BHIIAAKAX MOMITHHI HE3HAYHHMi BIUIMB CIIAAKOBOCTI: h® = 0,26 Ta

0,37 BIAIIOBIIHO.

7.1.3. TemMnepamMeHT y JOPOCJIUX

VY nepeBaxkHii OUTBIIOCTI AOCTIIKEHb TEMIIEPAMEHTY Y IOPOCTNX BUKOPHC-
TOBYIOTBCS IUTMH PsAJT BIAMOBIIHUX BJIACTUBOCTEH, cepejl AKUX HAWOUIbII MOIIH-
PEHUMU € EKCTpaBepCls-IHTPOBEPCIs Ta HEBPOTULM3M. llcuxoTnumsm mociiaxe-
HUW MEHIIIE.

3ragaemMo 3 MCUXOJOrTIi, O excmpagepcia 00’ €AHY€E TaKl XapaKTEPUCTUKU
0COOUCTOCTI, IK KOMYHIKa0€JIbHICTh, aKTUBHICTb, BaBICTb, 1HILIATUBHICTh, THYY-
KICTh y JIISIX Ta BUMHKAX TOUIO. IHmMpoeepcis, HABNIAKU, XapaKTEPU3Y€EThCA CXHUIIb-
HICTIO O YHUKHEHHS COLIaJIbHUX KOHTAKTIB, 3/IaTHICTIO Yy AiSIX Ta BUMHKAX Kepy-
BaTHCA BJIACHUMH JIyMKaMH{ 1 BHYTPINIHIMH TIEPEKUBAHHSIMHU, & HE 30BHINIHIMU
BpPOXCHHSIMU Ta BILTUBAMHU.

OCHOBHUM IOKAa3HUKOM Hegpomuyu3my (He IIIyTaTH 3 KIIHIYHUM HEBPOTHU-
3MOM) € PIBEHb €MOIIMHUX MPOLECiB (CTa0lIbHICTh-HECTAOIIBHICTE), KUl 0OMe-
KYEThCS 3AATHICTIO 10 CaMOOIIIHKK Ta o0epexHicTio. KpaliHbolo HMKHBOIO Me-

KEIO 111€1 BIACTUBOCTI TEMIIEPAMEHTY JIOPOCIHUX € EMOIiifHA CTaO1IbHICTb.
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Icuxomuyu3zm, BUIUICHUN TICUXO0JIOTaMU MI3HIIIE, XapaKTEPU3Y€EThCS arpe-
CUBHICTIO, XOJIOJAHICTIO, €rOLEHTPU3MOM, HE3JATHICTIO JIO0 CIIBIEPEKUBAHHS TO-
mo. OnHak WOMy BJacTHMBA 3/IaTHICTH 10 TBOPUOi MisUIbHOCTI. Ha HuXkHIN Mexi
MICUXOTULIU3MY JIOMIHY€E KOHTPOJIb 3 O0OKY CAMOCBIJIOMOCTI.

B onTOrenesi Ha3zBaHi pUCH TEMIIEPAMEHTY BUSBISIOTHCS JOCUTH CTaO1JIb-
HUMU SIK 32 3MICTOM, TaK 1 3a IHAUBIIyaJIbHUM MposiBoM. Hanpuknan, HEBpOTH-
IIU3M 1 CoIliaibHa €KCTPaBEPCis, BU3HAYEH] B OJIHUX 1 TUX e JIIOJIEH 3 IHTEPBAIOM
B 45 pokiB, kopenoroTh Ha piBHI 0,30 Ta 0,60. B 1HImIOMY MpOIOBXKEHOMY J1OCIHI-
JoxeHH1 (1HTepBan 30 pokiB), 0 OXOMWIIO JIFOJIEH BiJ] CEPEAHBOTO BIKY J0 CTapo-
CT1, MDKBIKOBA KOPEJISIIisl ColianbHO1 1HTpoBepcii cranoBmia 0,74. IcHye 3HauHa
KUIBKICTh JTOCHIAHUIIBKUX POOIT 3 BUKOPUCTAHHSM PI3HOMAHITHUX METOJIMK, BIKO-
BUX TPYI Ta IHTEPBAJIB, AKI MIATBEP/KYIOTh HAsBHICTh BIKOBOT CTaOLIBHOCTI IMX
XapaKTEePUCTUK 1HIUBITYaTbHOCTI JIFOIUHHU.

[IcuxoreHeTnyH1 TOCHIIKEHHS JOPOCIHX JIFOAEH MMOKa3alu BUpa3HUM, Xxoua
1 HE qy>K€ BUCOKUU 6MIUE CNAOKOBUX YUHHUKIE HA TEMIIEPAMEHT. Y IHPOKOMAC-
mMTAaOHUX OJIM3HIOKOBUX JOCIHIKEHHSAX OJEP>KAHO TakKi MOKA3HUKH BHYTPILIIHBO-
napHoi KopensIii: mo excrpasepcii ry,= 0,52 1 ry; = 0,19, Mo HEBpPOTUIIM3MY BOHU
Mmaibke Taki K — 0,50 ta 0,23 BignoBigHo. [Ipu 11boMy ycmajKOBYBaHICTh MO €KCT-
paBepcii ctanoBwia 0,4, a mo HeBpoTuuusmy — 0,3, ToOTO, BIAMIHHOCTI TYT HE3HA-
yH1. KpiM TOro, BUSBIICHO, IO 3 BIKOM BIUIMB CITaJIKOBOCTI Ha BapiaTMBHICTh IMX
IHAMBITyaJIbHUX BJIACTUBOCTEH Majaae.

KpiM npocTux, ICHy¥OTh CKJIaJHIII CXEMH ONHUCY TeMiepameHTy. Hailouipim
MONYJISIPHOIO ChOTOHI € 5-(haKTOpHA IIKajla OCOOMCTICHUX PHUC, sIKa 0a3y€eThCs Ha
OCHOBI1 CyJUKEHHS Jrofiell mpo cebe Ta iHmUX. TyT OKpemi pUCH TeMIEpaMEHTY
3rpYyNoOBaHi y I’ sITh (haKTOPIiB, K1 MOJAIOTHCS HIDKYE.

— Excmpaeepcisa. Buznadaetbes CIiBBIAHOIICHHS B MEXax Map: €KCTpaBep-
CISI-IHTPOBEPCIsl, TOBAPUCHKICTh-BIUIFOAKYBATICTh, BIIEBHEHICTh-COPOMIIUBICTb.

— 30amuicmo 00 3200u. Bu3HayaeThCs CIIBBIJHOIICHHS B MeXax IMap: Io-
CTYIUIUBICTh-HEMOCTYIUIMBICTh,  JOOPO3UUWIMBICTh-0AMAYyXKICTh,  CIYXHSHICTh-

BOPOXICTb.
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— Cymninnicme, BignosifansHicTh. HeBu3HaueHuit Gaktop.

— Heepomuyu3zm. BuzHauaeTbcsl piBEHb €MOIIHHOI CTaOLIBHOCTI, a TaKOXK
CHIBBIJHOILIEHHS B MEXax Map: MPHUCTOCOBYBAHOCTI-TPUBOXHOCTI, 3aJI€AKHOCTI-
HE3aJIeKHOCTI.

— Biosepmicms, mupictb,. BuzHayaeThCcsi CIIBBIJHOIICHHS B MeEXax Map:
JIETKICTh TPUCTOCOBYBAHOCTI-IIAJIENNIICTh, HEOCTYX-TIOKIPHICTb.

[Tpu anaii31 ycnajgkoByBaHOCTI OKPEMHX KOMIIOHEHTIB IIbOTO STy HAWBHUIIT
3HauYeHHs1 Oynu orpumani mnsa ekcrpasepcii (0,49) ta BiaBeptocTi (0,45), a Haii-
MeHII1 — 7151 3gaTHOCTI 110 3roau (0,35) ta cymmninnocti (0,38). [ns ycix noka3zHu-
KIB 3HAUYEHHsI BIUIMBY 3arajbHOTO CEpPEJOBMINA HAa MIHJIUBICTh BUSBHIIOCS OJIU3b-
kum 0 Hyias (0,02-0,11).

[Tpu gocnimkeHH! CKIIaJOBUX HEBPOTHIM3MY OYyJIO BHUSIBICHO, IO OJIU3BKO
MOJIOBUHU CIIOCTEPEKYBAHOI MIHJIMBOCTI BU3HAYAETHCA T€HETUUHUMHU (DaKTOpaMHu.
11 pe3ynbratu Oyiu oAepsKaHl Ha IMICTaBl ONUTYBAaHHS MOHO3UTOTHHUX OJIM3HIOKIB
SK BUXOBAaHUX PA30M, TaK 1 pO3TyUYCHUX. Y JOCIIKEHHSX, 1€ KPIM CaMO3BITIB KO-
PUCTYBAJIUCS OI[IHKAMU MOBEIHKHU 3 OOKY OJIHOJITOK, OyJu ojep:kaHi no1i0Hi pe-
3yJbTaTH.

3 1bOTr0 MOKHA 3pOOUTH BUCHOBOK, 110 MIHJIUBICTh OCOOMCTICHHX XapaKTe-
PUCTHK TEMIIEPAMEHTY BH3HAYAETHCS MEPEBAKHO YMOBAMH 1HAMBIAYaTbHOTO Ce-
penoBuIna abo reHOTUII-CEPETOBUIITHUMU B3a€EMO/TISIMH.

I3 Oubll cenu@iYHUX BIACTUBOCTEN TEMIIEPAMEHTY CJiJ 3rajlaTh PiBEHb
paauKamizMy Ta KOHCEPBATU3MY B MHCIIEHHI. Beymeped odikyBaHHSM BHUSBUIIOCS,
IO JUIS UX SKOCTeM XapaKTepHl JOCUTh 3HAYHI MOKAa3HUKU YCIaJIKOBYBAHOCTI
(BigmoBimHo 0,65 ta 0,54). HaBiTh A Takoi pUCH SIK aBTOPUTAPHICTh (BIaAHICTD)
Oyio onepskano 3HaueHHs 0,62. Jlo TOro > BUSBUIIOCS, 110 32 M€ XapaKTePUCTU-
KOIO CIIOCTEPIraeThCs HECIO/AIBAHO BHCOKE 3HAYEHHS aCOPTATUBHOCTI (BIAMOBIA-
HOCTI1) ozpyxeHb (0,68).

VY Mexax AocHiKeHHs ONW3HIOKIB, SIKI BUPOCTU HaApi3HO, Oy 31HCHEHI
HaWpI3HOMAHITHIII TECTH BJIACTUBOCTEH OCOOMCTOCTI Ta TEMIIEPAMEHTY, a TaKOX

TaKUX SIKOCTEH sIK MPoQeciiiHi IHTepeCH, 3aHITTA Ha JO3BLLII, COIalbHI CTOCYHKH.
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BusiBuiiocst, 10 MOHO3UTOTHI OJIM3HIOKH, K1 BUPOCIH Pa3oM, MOKa3aau NpuoIIn3-

HO TaKWM K€ pIBEHb MOAIOHOCTI, SIK 1 pO3ITy4eH.

KoHTpoJsbHi 3anuTanHs 10 temu 7.1

1. Ilo po3ymie mijg TEMIIEPAMEHTOM Cy4YacHa IICUXOrE€HETUKA?

2. Ha3BiThb acneKkTH TeMIepaMeHTy Ta OXapaKTepU3yHTe iX.

3. IlosicHITh pOOJIEMY CIIBBIIHOIIICHHS TEMIIEPAMEHTY Ta XapakTepy y Cy-
YacHIN ICUXOTr€HETHII.

4. OOrpyHTYyTE YSBJICHHS IIPO T€, 1[0 Y HEMOBJIST T€HOTHUII HE Ma€ BUPIIIA-
JILHOTO BIUIMBY Ha TEMIIEPAMEHT.

5. 3 sIKOro BIKY Yy JITE€H MOYMHAIOTH MPOSBISATUCS TCHETUYHI CKJIAJIOBI TEM-
nepaMeHTy?

6. [ToACHITh OHATTS CUHAPOMY TSXKKOTO XapaKTepy.

7. Ha3BiTh T€HETHYHI CKJIaJIOBI KOMIIOHEHTIB CUHJIPOMY TSXKKOI'O TeMIlepa-
MEHTY.

8. SIki BIacTUBOCTI TEMIIEPAMEHTY BUKOPUCTOBYIOTHCA y NMCUXOTCHETUYHUX
JOCIIJIKEHHSAX T0POCTUX?

9. IloACHITH MOHATTS €KCTPABEPCii, HEBPOTUIIU3MY Ta MCUXOTUIIU3MY.

10. SAxkumMu TaHUMU TICUXOTEHETUYHHUX JOCIIHKEHB MiITBEPKY€EThCS BUpa-
3HUH BIUIMB F'€HOTHUITY HA TEMIIEPAMEHT y TOPOCIHX?

11. TlosicHITh cydacHy S-(QakTOpHY CXeMy OMHCY TeMIIEPaMEHTY.

12. SIki mOKa3HUKHU YCMAJKOBYBAaHOCTI OyJIM OZlep>KaHi Y TICUXOT€HETUYHHUX

JOCJIKCHHSX TEMIIEPAMEHTY 3a S-(PaKkTOpHOIO CXEeMOI0?

7.2. lHTenekT

7.2.1. IloHATTA iHTEJIEKTY Ta Koe(dillieHTa PO3yMOBOr0 PO3BUTKY
IQ)

[HTEeNneKTYanpHa qiSTIBHICTD JIOIMHA € HAWOIBIN CKIAHOO TSI TEHETUIHO-
ro aHajizy.
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Inmenekmom BBAXKAETHCS 3arajibHa 3/IaTHICTh JIOJJMHU BUPINIYBaTU Pi3HO-
MaHITHI Mpo06ieMu. Y OCHOBI Takoi 34aTHOCTI JIGKUTh CIIPOMOXKHICTh PO3ITi3HABA-
TH 3B’S3KM MIXK SIBUIIAMU, TIpeAMETaMH, 11€sIMU, KOHIENIisMu Toino. Ocobamu
BHUCOKOTO 1HTEJIEKTY CJIiJ] BBAXKaTH TUX, XTO 37aTHUI (OpMyBaTH 3HAYHY KUIBKICTh
3B’SI3KIB 1 IPOSIBUB CBOI 37[10HOCTI y Mpolieci HaBYaHHS 4u npodeciiHoil isuTbHOC-
Ti.

[3 Takoro BU3HAYEHHS IHTEJIEKTY MOXKHA 3pOOWTH JBa BaXKJIMB1 BUCHOBKH.
[To-nepuie, BUCOKHUI THTENEKT MOXE OyTH Y JItO/IeH, 3alHATUX Yy HalpI3HOMAaHIT-
Himmx cdepax pismpHOCTL. [lo-apyre, y KoxHIN cdepi AiSIBHOCTI MOXKIHBE (Hop-
MYBaHHS IHTEJICKTyaIbHOT eTiTH. SIKICTh 1 KIJTBKICTh TaKO1 €J1ITH € BUSHAYAIbHUMU
B cycniibCcTBi. CyCIJIbCTBO MOKHA BBa)KATH BHUCOKOPO3BUHECHUM, SIKIIIO B HHOMY
HasBHA 1HTEJICKTyaJbHA €JiTa cepell MOJITHYHUX Jis4iB, BUCHHX, JIIKApiB, Mearo-
T'iB, IOPUCTIB, BINCBKOBUX, PEIITIHHUX J1s41B, pOOITHUKIB, (hepMepiB.

Po3mip 1HTENneKTy MOXHa BU3HAYWUTHU PI3HUMHU criocobamu. OQuH 3 HUX —
00YHMCIIeHHS MOKa3HUKA PO3YMOBOI'O PO3BUTKY, a00 Koe(ilieHTa 1HTEeIEKTyaTbHO-
cTi, sikuil mo3Havaetbest IQ (awnen. intelligence quotient). [Ipu nbomMy BUKOPHUCTO-
BYIOTBCSI OCOOJIMBI TECTH Ta BiJIMOBIIHI MAaTEMAaTUYHI PO3PAXYHKH.

Axmo Bu3zHaunuTH 1Q y BENMKOI KiJIbKOCTI JIFOACH, TO BOHU PO3IOIIIATHCS 32
HOPMAaJILHOIO KPUBOIO 3 aMrutiTyZor0 Bix 0 mo monan 140. Haitbinmbima KimbKiCTh
3HAYCHb MPUIIAJA€ HA HOPMAJILHUN 1HTEJIEKT, a B OOU/IBI CTOPOHM X YHUCIIO MPO-
rpPECUBHO 3MeHIyeThes. (Mad. 65).

Pesynbrat obcrexxkenns, mposeaeHoro y CIIIA, mokasamu, mo moJIOBUHA
HaceJeHHs KpaiHu (0u3bko 125 MiH. 0ci0) Mae KoeillleHT 1HTEIEKTY B MeKax
Hopmu (IQ = 90-110), a 6u3bKO uBepTI HacenaeHHs (62,5 MIIH. 0C10) BIAHOCUTHCS
JI0 KaTeropii Tynux abo ayKe TyImuX.

Haranmaemo, 1o oci6 3 1Q Hmwxkue 70 HazuBawTh oirogpeHamu, abo HeI0-
YMKYBaTHMH 1 pO3PI3HAIOTH TPU CTYNEHI HEJJOYMCTBA: A€OLIBHICTD, IMOCIIMIBHICTD
Ta i1i0Tisg (auB. po3air 5.5.2 ta 6.2). He6inu marotsb 1Q Bix 50 go 70 1 He 3maTHI
CaMOCTIITHO BECTHU CBOI CIIPaBH, ajie MOKYTh BUKOHYBATH MPOCTI 3aBJAAHHS 1 4ACT-

KoBO caMi cebe yrpumyBatu. Ocobu 3 IQ Bixg 25 mo 50 MarOTh «pO3yMOBHUH Bik» 3-
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7 pokiB 1 Ha3uBaOThCs iMOenminamu. Bonn He 3aaTHI 3apo06aTu cobi HA JKUTTH,
ajie MOXyTh 0OCITyroByBaTu camux cebe. HapemTi, ocoOu, po3yMOBUH BIK SIKUX
Bianosigae 1-2 pokam (IQ Hmkde 25), Ha3uBarOThCs 1/1l0TaMu. BOHM HE MOXYTb
BUKOHYBAaTH HABITh TAKMX HAWUIMPOCTIMIMX JIH SK CAMOCTIMHO iCTH Ta 0OCIyroBYy-
Batu cebe.

YucneHHl AOCHIKEHHS 1HTeNneKTy, 3aiiicHen1 y CIIIA pi3Humu aBTopamu y
pI3HUI Yac TOKa3aiaM, 0 HAWBHINHMK CepeaHId 1HTEICKT MalTh IMPEICTaBHUKH
CEMITCHKOI'0 €THOCY. 32 HUMHU HAYTh BUXI/LI 3 A31i, BiJ] AKUX JEIIO BIJICTAIOTh €B-
poneiini. [lopiBHsiHO HaliHMXK4ui cepeaHid [Q MarOTh TEMHOIIKIPI Ta BUXIIAIL 3
JlaTuHCHKO1T AMEPUKH.

. OgHak chOroJiHI HayKa BCE 1€ HE 3/1aTHA YITKO BU3HAYUTH BCl KOMIIOHEH-
TH 1HTENEKTY JIOAWHHA. BHacmigok mporo tpeba mam’saTaTH, M0 JOCITIIHKCHHSIM
HIJAA€ThCSl TaK 3BAHUN «IICUXOMETPUYHHUI 1HTENEKT», SKUU TMOKa3ye JUIIE 6i0-
MIHHOCII MIXMC 1100bMU U000 8UKOHAHHA mecmig. 111 TecTu mo-pi3HOMY Bija3e-
PKaJIIOIOTh PI3HOMAHITHI aCMIEKTH TIOBEIIHKH JIFOJIMHU 1 OXOIUITIOIOTh HE BCl ii MEH-
TaJabH1 0COOIMBOCTI.

Tum He MeHIIe, pe3yIbTaTH BUKOPUCTOBYBAHHMX TECTIB MAIOTh JIOCUTH 3HA-
YHY MPOTHOCTUYHY I[IHHICTh Y JIEIKUX cdepax JI0JIChKO1 AISUIBHOCTI, MEPII 3a BCe

B OCBITI Ta OBOJIOIIHHI TPO(eCIHHUMU HAaBUYKaAMHU.

7.2.2. 'eHeTHYHMI KOHTPOJIb iHTEJIEKTY

VY [0CiPKeHHSIX MOHO3UTOTHUX OJIM3HIOKIB, SIKI BUPOCIIM HAPi3HO, BUSIBIIC-
HO BUCOKHUU piBEHb Kopessuii koediuieHTiB iHTenekty (0,64-0,78). 3nHaueHHs yc-
MaJKOBYBAHOCTI TIPH IIbOMY, 3 ypaxyBaHHSM YCIX T€HETHUYHUX (akTopiB, Oyi0
nocuthb cytTeBuM (0,75), a BILTUB 3arajibHOro cepenonuiia Hesnauynum (0,20-0,30).

Ili pe3ynabTaTy Oynau MIATBEPAKEHI B CIIOCTEPEKEHHAX HAJl MPUHAOMHUMU
niTeMH. 1o Toro x kopensmis [Q M qiTbMH Ta iX 010J0T1YHUMH OaTbKaMu Oyiia
ICTOTHO BUIIE, HK MIX NPUAOMHUMHU AIThbMU Ta HepiaHuMu O6atbkamu (0,35-0,40

npotu 0,15).
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TakuM YUHOM, JAOCIIJIKEHHS MMOKa3yIOTh 6UCOKY YCRAOKOBY8aAHICMb Koei-
uicnma inmesieKmy Ta He3HaYHUM BIUTUB HA HHOTO YMOB CEPEIOBUIIIA.

Y npoaoBkeHUX OJM3HIOKOBUX JOCIIKEHHSX 1HTEJICKTY BUSBICHO I[IKaBY
3aKOHOMIPHICTB: 3 BIKOM Kopeusiis o [Q 3pocrana 0coOIMBO CyTTEBO Y MOHO3H-
TOTHUX OJM3HIOKIB (TIpakTuyHOo Bijx Hys a0 0,81-0,86). s mopiBHAHHS: 1ieH Ki-
HIIEBUI MOKA3HUK Yy AU3UTOTHUX Onm3HIOKIB ctaHoBuB nmmie 0,39-0,54. 1{s 3axo-
HOMIPHICTh a0COIIOTHO CIIPOCTOBYE YSBICHHS MPO T€, IO 3 BIKOM BCE OLIbIIE 3HA-
YeHHs A1 popMyBaHHS 1HIMBIyalbHUX BIAMIHHOCTEH Ma€e cepeiOBUILIE.

[To Mipi TOTO, SIK JIFOANHA CTA€E AOPOCIOI0, CIIOCTEPITAETHCA OCTYIOBE 3Me-
HIICHHS IPAKTUYHO 10 HYJISl BIUIMBY 3arajbHOrO CEpelloBUINA Ha MIHIUBICTH Q.
VY Tol e Yac BIUIUMB 1HAUBIYyaJIbHOTO CEPEOBHUIIA 3AIUIIAETHCS TTOMITHUM.

[Tomyku akTopiB cepenoBuIla, iki MOXKyTh BIUIMBATH Ha KOC(IIIEHT 1HTE-
JIEKTY, HE JaJId CyTTEBUX pe3ynbTaTiB. [lepeBakHa OUIBIIICTH JOCIIIKEHb CBij-
YUTh PO HE3HAYHMI BIUIMB 3arajbHOr0 CEPEIOBUILA HA MIPOSIB IHTEIEKTY. 3 1HILIO-
ro 0oky, Ti (pakTOpu 1HAWBIAYaAJIBHOTO CEPEJIOBHINA, IO BIUIMBAIOTh HAa 1HTEJIEKT,
BIJTHOCSITBCS 10 YMOB, 5K 3a0€311€4yI0Th HOPMAJIbHUI PO3BUTOK OpPraHi3My Ta He-
PBOBOI cCHCTEMH, OCOOJIMBO B MEPIOJ PAaHHHOTO OHTOreHe3y. Hampukian, nmpenara-
JBHI TepatoreHHi ¢akTopu (BipycHi iH(]eKIii, oTpyHHI XiMI4HI PEYOBUHU, KypiH-
HSl, QIKOT0JIb, HAPKOTHKH TOII0) MOXYTh BUKJIMKATH CEPHO3HI mOpyIIeHHs (Pi3ud-
HOTO Ta PO3YMOBOT'O PO3BHUTKY, SIKI MPU3BOASTH J0 3HIKCHHS KoedilieHTa iHTee-
kTy. HeoctaTHe 4y HEMOBHOLIIHHE XapyyBaHHs, HECTaya BITaMiHIB, XBOPOOH, SIKI
MOPYIIYIOTh HOPMaJIbHUN PO3BUTOK AUTHHH, BEAYTh O 3HWKCHHS PO3YMOBHX
3110HOCTEH, a oTKe 1 KoedirienTa iHTenekTy. Takuil ke HeraTUBHHM BIUIMB CIIpa-
BJISIFOTh HECTIPUSATIMBI YMOBH UTTS, HEIOCTATHIN pIBEHb MEAMYHOTO OOCIYTOBY-
BaHHS, HE3a/I0BUIbHI CAHITAPHO-TITI€HIYH] YMOBH.

[TopyiieHHs: HOPMaJIbHOTO PO3BUTKY MOKE TPAMUTHUCS Yy MOHO3UTOTHHX
OJIM3HIOKIB, BHACIIIJIOK YOT0 X KOE(PIIEHT 1HTEIEKTY Oye A0 3HUKEHUM (B ce-
peaasomy 90 GaniB). SIKmIo OAMH 13 HUX YMUPAE MICIs HAPOKEHHS, TO PO3BUTOK
1HIIOTO /1€ MPAaKTUYHO HOpMAaJIbHO 1 ioro 1Q 3pocrae go 99 6anis. Lle sBuie aic-

TaJIo Ha3BY «OIM3HIOKOBOTO €PEKTY».
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VY 4uCIeHHNX eKCIEPUMEHTaX 3 IPOIOBKEHOTO TPEHYBaHHS T1aM’sITi, yBaru,
TJIaHyBaHHS BlaBanocs miasumutu 1Q, ocodauBo y aiteit, HaBiTh Ha 30 OaiiB, 0J1-
HaK, ITCJII IPUITMHCHHS TPEHYBaHb BiH 3HIKYBABCSI 10 PiBHSI KOHTPOJIBHOI TPYIIH.
[le cBimuuTH MpoO Te, MO MO30K 30epirae BEIWYE3HW MOTEHIIAN TMIACTUYHOCTI
MPAKTUYHO TMPOTATOM YChOTO KUTTSA. TakuM YWHOM,, IPUHIUI «a00 BUKOPHUCTO-
Bye€lll, 00 BTpayaeln» BIAIrpae BEIMYE3HY POJIb Y PO3BUTKY YM Aerpajallii MEHTa-
JbHHX 3J10HOCTEH JII0IMHMU.

Ha mizcraBi 1aHuX, MPUBEICHUX BHUIIE, ICHXOTEHETHKA BBAYKAE BU3HAUCHHS
YCHaJKOBYBAHOCT] /U1 BCE HOBHMX CKJIAJIOBUX IHTEJIEKTY HEIOCTaTHIM 1 y CBOIX
JOCITIDKCHHSX aKIIEHT MEePEeHOCUTh Ha BUSIBJICHHS CIIOCOOIB BIUIMBY HA Tl YM 1HIII
SIKOCTI JIFOJIMHU 32 IOTIOMOTOI0 YMOB CEpPEIOBHIIIA.

TyT 3HOBY HOpEYHO HarajaTH, IO 1HTEJIEKT 1 KOe(DIIIEHT 1HTEIEKTY — Pi3Hi
pedl, 1 HaBYEHA JIIOJIMHA CYTTEBO BIJIPIZHSAETHCS BlJ] HEHABUYECHOI, HABITh SIKIIO Yy
HuX oxHakoBuid 1Q. bimbiie Toro, oco6u 3 HU3BKUM KOE(DIIIEHTOM IHTEIEKTY TO-
TpeOYIOTh PETEIbHOr0 Ta METOAWYHOTO HAaBYAHHS, 00 KOMIICHCYBAaTH HEJIIOMIK

3110HOCTEIA.

7.2.3. 'eHeTrKa 001apOBAaHOCTI

TanaHOBUTICTH Ta TEHIANBHICTD IMIIAFOTHCS BU3HAYCHHIO IIE TPYAHIIIE, HIXK
iHTenekT. [IcCMXomoriuHi BIAaCTUBOCTI, SIKI 3BUYAHHO BUKOPUCTOBYIOTHCS SIK HEOO-
X1H1 KpuTepii 007apOBaHOCTI, BKIIOYAIOTh 1HTENEKT, 3/IaTHICTh 10 TBOPYOCTI Ta
HasIBHICTh MOTHBAIII].

Konreniiro Bpo/pKeHOTO TalaHTy JOCUTh BaXKKO JI0Ka3aT abo CIIPOCTyBaTH
3BUYalHUMH METOJIaMH, OJTHAaK aHajli3 Oiorpadiii o0gapoBaHuX 0K J1a€ miacTa-
BU JIJIsl CYMHIBIB Yy i BIporigHOCTI. SIKII0 00gapoBaHiCTh 0a3y€e€ThCs HA MEBHUX T'e-
HETUYHMUX 3acajax 1 Ma€e NPUPOHKEHUI XapakTep, TO NOBUHHI OyTH SKICh O3HAKH,
3a SIKUMH i1 MOKHa 0 OyJI0 MOMITUTH Harepe], 1€ 10 TOro, SK BOHA BUSABUTHCS TO-
BHOIO Mipoto. [i o3Haku ganu 6 3MOTy nependayaT, XTO IOCATHE YCIIXY B MEBHIN
cdepi aismpHOCTI. OHAK BOTO HE CHOCTEPITaEThCs. biibllie TOTO, ICHY€E BEIMKa
KUIBKICTh CBIY€HBb MPO HE3BWYANHI 3110HOCTI, SIK1 BUSABJBUIMCS Y PAaHHBOMY JIH-
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TUHCTB1. OJIHaK, y OUIBIIOCTI BUIIAQJKIB TaKl BYHAEPKIHIAM MI3HIIIE HIYOrO BUIAT-
HOT'O HE BIISUIN.

Amnani3 Oiorpadiii BUJaTHUX KOMIIO3UTOPIB NOKA3aB, 1110 BC1 BOHU 3 PAaHHBO-
rO JUTUHCTBA MIJJISTAIA PETYISIPHOMY Ta 1HTEHCHBHOMY TPEHYBAHHIO 1] KEPiB-
HUIITBOM JIOPOCIIUX MPOTATOM KUIbKOX pOKiB. CTBOPIOETHCS BPAKEHHSI, 11O MOsIBA
HE3BUYANHUX 3M10HOCTEH cKopimie Oyja HAacIIAKOM TTMOOKOT 1 BCeOIUHOT MmiATpH-
MKH 0aThKiB, 3a0XOUYEHHS, CIIPUATIUBUX YMOB JIJIsl pO3BUTKY HaBU4YOK. HaBiTh Ha-
SBHICTh a0COJIFOTHOTO MY3MYHOT'O CIIyXy HE MOXe OyTH MPUKIAA0OM IPUPOIKEHOT
AKOCT1, 00 1OTr0 MOKHA PO3BUHYTHU NUISXOM CIEIiaTbHUX MY3UYHUX BIPAB, MPO
10 CBITYMTH HABUYAHHS MY3HUIIl JITeH 5-6-pi4HOrO BIKY.

TakuM 4YMHOM, € JOCTAaTHBO MIJICTAB JJIsi CTBEPAXKEHHS BIJICYTHOCTI BIpOTiJI-
HUX PaHHIX OJIHaK MPUPOKEHOTO TATAHTY.

IcHye 1mie OMH MOIJIsIA, SIKUW BBaXKa€, 110 HASBHICTh T€HETUYHO 3yMOBJIC-
HUX 3A10HOCTEH MIATBEPAKYETHCS JETKICTIO HABYaHHS OKPEMHUX OCIO THM YU 1H-
muM HaBudKaM. OHaK, CrieniaibHI JOCIIKEHHS CIIPOCTYBAJM TaKi ysBICHHS.

Cepen maHuX, Ki CIIPOCTOBYIOTH KOHIICMIIIF0 IPUPOKEHOTO TaJIaHTy, Bap-
TO 3TaJIaTH BUITAJIKM HE3BUYANHUX 3M10HOCTEH y 3BUYAHHUX JIIOJICH, SIK1 OyJIH po3-
BUHEHI y JIOPOCIIOMY Billl BHACTIZOK JIOBFOTPUBAIIMX TPEHYBaHb MEBHUX HABUYOK
Ta yMiHb. [IpukianamMu mMoxke OyTH mam’siTb O(ILIaHTIB HAa BEJIHMKY KUIBKICTh 3a-
MOBJICHb, 3[IaTHICTh OPIEHTYBATHCHh y TAKCUCTIB BEJMKUX MICT, 3[IaTHICTh JITEH
aBCTpaAIIMCbKUX aDOPUTEHIB OPIEHTYBATUCA HA BIAKPUTIN MiCLEBOCTI O€3 BUIUMHX
OpIEHTHUPIB TOWIO. XapaKTEepPHO, 10 IPH 3MIHI YMOB CEPEAOBHILA Ta BUIY JISIbHO-
CTI1 111 3110HOCT1 BTpa4aroThCsl.

VY reneruili 00JapoBaHOCTI HasiBHA JJOCUTH TapajoKcalibHa CUTyallis. 3 OJi-
HOTO OOKY, KOHIEMIIA yCHaAKyBaHHS 3110HOCTEN HE 3HAXOJUTh JOCTATHHO TEpe-
KOHJIMBOTO MiATBEP/DKCHHS, 00 HAIQJKU T'e€HIIB HIYMM HE BUPIZHSIIOTHCS CEPe
3BUYAMHMX JIOA€W. 3 1HIIOro OOKy, BIUIMB HABKOJWLIHBOTO CEPEOBMILA,
OB’ SI3aHUI 3 BUHUKHEHHSIM 0COOJIMBOI 001apOBAaHOCTI, TEK HE BJIAE€THCS BUSIBUTH.

3anuIaeThCsl OJHE 3 HaWOLIbII BIPOT1IHUX MOSCHEHb TATAHOBUTOCTI YU Te€-

HIAJIbHOCTI Y JIFOJJMHU — TaK 3BaHE sIBULIE emepzene3y. 11in eMepreHe3oM po3yMi-
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€THCS TaKe SBUIIE, KOJIM O3HAKa BU3HAYAETHCA OCOOJIMBOIO CYKYITHICTIO T€HIB 200
KOMIIJIEKCOM BJIACTHUBOCTEM, KOXHA 3 SKUX BH3HAYAETHCS T€HETUYHO. byjab-sika
3MiHa M€l cnenu@iyHoi CYKYIMHOCTI T'€HIB Bele A0 3HMKHEHHA wi€i pucu. Came
TOMY Y MOHO3UTOTHHMX OJIM3HIOKIB €MEpreHHl O3HAKH, HAIIPHUKJIIAA, TBOPUI 3/110HO-
CT1, IPOSIBISIOTHCSA MOMIOHUM YMHOM (Ty3 = 0,54). YV 3BHYAiHUX POJIUYIB T€HOMU
y>K€ HE 1IEHTUYH1, BOHU 3MIHEHI, 1[0 NOPYUIY€ YHIKAJIbHY CYKYIIHICTh I'eHiB. BHa-
CHIIOK I[bOTO MOJIOHICTh Y TPOSIBI €eMEPreHHOI O3HAKH TYT BUSIBIISIETHCS HE YaCTi-

1€, HDK Y BUNIAJKOBUX JIFOJCH.

KoHTpoJibHI 3aniMTaHHS 10 TeMHu 7.2

1. JlafiTe BUBHAYCHHS 1HTEIICKTY.

2. SIKi BUCHOBKHM MO>KHA 3pOOUTH 3 Cy4aCHOT'O PO3YMIHHS 1HTEIEKTY?

3. [llo coboto sBIIsIE KOSPIITIEHT THTEICKTYATLHOCTI?

4. Slkuit po3noAin 3HadeHb Koedili€eHTa 1HTEICKTYadbHOCTI Yy TOMYJIALIl
monei? HaBeniTe mpukiaau.

5. llo B mificHOCTI MOKa3y€e KOEQIIIEHT IHTEIEKTyaIbHOCT1?

6. Jle 1Oo1iIbHO BUKOPUCTOBYBATH 1HTENIEKTYaJIbHE TECTYBaHHS ChOTOAHI1?

7. OOrpyHTYITE BUCOKY YCIaJAKOBYBAHICTh KOE(DII[I€EHTA 1THTEIEKTYaIbHOCTI
Ta HE3HAYHUU BIUTMB Ha HHOTO YMOB CEPEIOBHUIIIA.

8. Ha3BiTh (hakTOpM OTOUYIOUOIO CepeOBUIIIA, IKI MOXKYTh 3HU3UTH Koe]i-
IIE€HT IHTEJIEKTYyalnbHOCTI. [10sICHITH 111 BUMIAJIKK.

9. Ilo € kputepisiMu 064apOBAHOCTI?

10. IIpo 1m0 cBiAYMTH aHali3 YUCIEHHUX Olorpadiii BUAATHUX JIIOJEH CTO-
COBHO I'€HETUKH 001apOBaHOCTI?

11. Y yomy nonsirae nmapajokcajibHa CUTYyallisl B TEHETHUIIl 00JapOBaHOCTI?.

12. TTosACHITH sIBUIlIE €eMEPTECHESY.
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TepMiHONOriYHMN CNOBHUK

AOepanisi (zam. aberratio — ioxunenHs1) — B TEHETHUIll — CTPYKTypHa 3MiHa
XpOMOCOMH a00 XPOMATHU[IU, sIKa BUHUKAE BHACIIJIOK PO3PUBY, 3a SIKUM 3BUYAITHO
HACTYMae 3’€IHaHHS PO3IPBAHUX KIHIIIB Y HOBE CIIOJIyYEHHSI.

AOCTHHEHTHHUII CUHAPOM (zam. abstinentia — cmpumyeanis, He8*CUBAHHSL)
— CTaH, KU PO3BUBAETHCA IMICIISI PAITOBOTO MPUITMHEHHS BXXKUBAHHS PEYOBUH, SIKi
BUKJIMKAJIM HAPKOMAHIIHY 3aJIeKHICTb. ([lUB. TAKOX cUHOpOM).

AreHe3isi (ep. a — Oe3 + génesis — ymeopeHHs) — BPOIKEHA BiJICYTHICTh
OyIb-SIKOTO OpraHy.

ArawTuHanis (zam. agglutinatio — npukieroganHs) — CKICIOBAHHS Ta arpe-
raifisi aHTUTEeHHUX YacTOK (OaKTepiid, EPUTPOIUTIB, JEHUKOIUTIB TOIIO) i/ €0
crienup1YHUX anmumin (1uB.).

Ananramnis couiajgbHa (zam. adaptatio — npucmocyearnns) — nporec B3ae-
MOJi1 JIFOMHUA 3 COLIAJbHUM CEPEJIOBHINEM, KU BKIIOUAE 3aCBOECHHS HOPM Ta
IIHHOCTEH CepeIOBHINA, a TAKOXK 3/aTHICTh 10 MEPETBOPEHHS IIHOTO CEPEIOBUIIA
BIJIMOBIAHO /10 HOBUX YMOB Ta ITiJIeH TIsITBHOCTI.

AJleHiH — oJTHa 3 IBOX MypuHOeux (JIUB.) OCHOB (JIUB. 2yaHiH) HYKJICOTH]IIB
JIHK ta PHK.

Anenoma (ep. adén — 3anoza + oma — nyxauna) — He3JOSIKICHA ITyXJIMHA MO-
JIOYHOI, IMTOIIOAIOHOT Ta IHIIMX 34103, a TAKOXK 3aJI03 CIIM30BOI OOOJOHKH, Ha-
PUKJIa] MITYHKA.

AIeHOMATO3HUIl MoJIino3 (ep. polys — uucnennuti + pus — Hoea + 0Sis —
npoyec, pe3yibmam) — MHOXUHHI adenomu (J1UB.) pI3HOMaHITHUX (OpM Ta po3Mi-
piB, SIKI pPO3BUBAIOTHCS BCEPEIMHY MOPOKHUCTOTO OpraHy, po3TalloBaHI HanWdac-
TillIe Ha CJIM30BIM OOOJIOHIII Ta MOB’sI3aHi 3 HEIO MIMPOKOK OCHOBOK a00 HIKKOIO,

gyepes AKy MPOXOATh KPOBOHOCHI Ta JTiM(paTHUHI CyIUHHU.
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AJIpEHOTeHITAJIbHMII CHHAPOM — Ipyla CHAJAKOBUX MATOJOTIH, SIKI MOJIS-
raroTh y MiJIBUILIEHOMY BHUJUJICHHS TOPMOHIB KOpY HAAHUPKOBUX 3ai103. [Ipu 1160-
My CHOCTEPIra€eTbCsl MPUCKOPEHU COMATUYHUI PO3BUTOK Ta MPOTPECYIOYUN PO3-
BUTOK BTOPMHHUX YOJIOBIYUX CTaTeBUX O3HaK. YacTimie 3ycTpiyaerbes dhopma, sika
JicTajia Ha3By JKIHOUOTO IiceBaOrepMadpoauTH3My, KOJU Yy JIBYATOK 30BHIIIHI
CTaTeB1 OPTaHU PO3BUBAIOTHCS 3a YOJIOBIYMM THUIIOM, ajieé BHYTPIIIHI — chopMOBaHi
HOPMAJIbHO. Y XJIOIMYUKIB CIIOCTEPIra€ThCS paHHE CTATEBE JO3PIBAHHS Ta HU3BKUN
3picT. Y BUNAAKY TSDKKOI (hOpMH XBOpOOU — maxikapoisa (IUB.), COHIIUBICTb, OJIt0-
BaHHS TOLIO.

Anpenodeiikoguctpodis — X-3uemiieHe pelecUBHE 3aXBOPIOBAHHS, SKE
noJisirae y pyuHyBaHHI Mi1€J1HOBOI O0O0JIOHKH HEPBOBUX BOJIOKOH. [IposBisieThes y
niTed (MEHIe Yy MiAJIITKIB Ta JOPOCIHX) MOCTYNOBUM PO3BHUTKOM HEIOYMCTBA,
ampodghiero (11B.) 30pOBUX HEPBIB, MapajiyeM, po3JialoM KOOPIUHAIIT pyXiB, MO-
BU, KOBTAaHHS, TYTOBYXICTIO Ta EMUJICNTUYHUMH Hamagamu. [IpoTsaroM KiibKox po-
KiB XBOPUH MPHUKYTHH JI0 JIXKKA, a TOTIM THHE.

Auedi (ep. allelon — 63aemuo, 00un 00Hoco) — hopMu CcTaHy TeHa, Kl 3a-
WMaloTh 17ICHTUYHI JIOKycu (IUB.) TOMOJIOTTYHHX XPOMOCOM 1 3yMOBIIOIOTh Pi3HI
(dbeHoTHUIH.

AJiesb JetanbHuii (ep. allelon — e3aemmno, ooun oonozo; nam. letalis — cme-
pmenbHuil) — ajellb, 1110 3yMOBIIIO€ 3ari0eib OpraHi3my, sIKUil € HOro HOCieEM.

AaxanrTonypis (zam. alkali — nonin, cooa + rp. kaptd — koemamu + Gron —
ceua) — CIaJKOBa XBOpP0O0a, BUKJIMKAHA IMOPYLIEHHSAM OOMIHY aMiHOKHCIIOTH THPO-
3uny. [IposiBnsieThes y niTei — TeMHe 3a0apBiIeHHS ceul Ta BYIIHOI CIpKH, y AOPO-
CIMX — MITMEHTAIlE0 PI3HUX TKAHUH Ta MPOTPECylOYUM JIET€HEPATHUBHO-
TUCTO(PIYHUM YPaKEHHSIM CyTII001B.

Adsonentisi (ep. alopekia — sunaodinns 6onoccs nodioHo 00 auCuYyi, AKA TUHAE;
alopéx — sucuys) — criiike abo0 TUMYACOBE, MOBHE ab00 YAaCTKOBE BWITAJIaHHS BO-
J0CCH.

AabOiHi3M (1am. albus — 6inuil) — reHETUYHO 3yMOBJIEHA BIJCYTHICTh HIT-

MEHTY MEJIaHiHy B IIKipi, BOJIOCCI, pailAykHiil 000JIOHIII OKa.
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AJIbTepHATHBHUIA (am. alter — odun i3 060x) — ONUH 13 TBOX, KW BH-
KJIFOYa€ THIIOTO.

AMIHOKHMCJIOTH — OpPraHiyHl CIOJYKH, SIKI MICTSTh SIK KapOOKCHIIbHY (—
COQOH), Tak i1 aminny rpynu (—NH2); ocHOBHI CKJ1a/10B1 YaCTUHUA MOJIEKYJ Oif-
KiB.

AMHioneHTe3 (ep. amnion — 3apoodxosa obononka + kénte€sis — npokonio-
6aHHs) — TPOIEypa OTPUMAaHHS HAaBKOJIOTUIIAHOT PIAMHY 1 KJIITHH, 110 B HIi MiC-
TATHCS, JUTSl RPeHAMAaabHoi (IUB.) TIarHOCTUKH JISSIKUX CITAJKOBUX 3aXBOPIOBAHb.

AHTIIPOTHYHA eKToJAepMAaJibHA JUCIIIA3iIA — MATOJOTIYHE MOPYIICHHS
PO3BUTKY IIKIpH 3 YaCTKOBOKO 200 IMOBHOO BIJICYTHICTIO MTOTOBUIIJICHHS.

AHeBpu3Ma (ep. anéurisma — po3uiupertsl) — pO3IIUPEHHs MPOCBITY Ta BU-
MUHAHHA CTIHKM KPOBOHOCHOT CyIMHU (TIEPEeBaKHO apTepii) a00 MOPOKHUHH CEepIIs
BHACJIJIOK MATOJIOT1YHUX 3MIH YA aHOMAJTIM PO3BUTKY.

AHeynJoinis (ep. an — ve + eu — yinkom + ploos — kpamuuii + éidos — 6uo) —
HEKpaTHE 2anjioionomy (nuB) HaOOpy 301UIbIICHHS a00 3MEHIICHHS KUIBKOCTI
XpPOMOCOM, Hampukiaa, 2n — 1, 2n — 2, 2n + 1, 2n + 2 Tomio, A€ n — KUIBKICTh XPO-
MOCOM Y TaruIoiTHOMy Ha0opi.

AHTHUIeHM — PEYOBMHHM, SIKa CIPUUMAIOTHCS OPraHi3MOM SIK CTOPOHHI Ta
BUKJIMKAIOTh UOTO cielu(}iuHy IMyHHY PEaKIio.

AHTHMOHIOJIOITHUH PO3Pi3 oueil — OMyIeHHs 30BHINIHIX KyTiB OYHUX IIIi-
JIVH.

AHTHKOIOH — nursiHKa Mosekynu TPHK, sixka mae Tpu HyKJI€OTUAM Ta BIII3-
Ha€ BUIMOBIIHY AUSTHKY 3 TPhOX HYyKJI€OTH 1B (Koj0H) Yy Mojiekysi iPHK (MPHK) 1
Komniaemenmapho (JIUB.) B3a€EMO/II€ 3 HEIO.

AHTHTIIA — OLIKM CHpPOBATKH KPOBI Ta IHIIUX OIOJMOTIYHUX PIAMH, SIKi
YTBOPIOKOTHCS Y BIANOBIb HA BBEJICHHS B OpPTaHi3M aHmuzeHy (1uB.) 1 crienudiy-
HO B3a€EMOJIIOTH 3 HUM.

Amnepa CHHAPOM — ayTOCOMHO-JIOMIHAaHTHA XBOP00a, SKa XapaKTepU3y€EThCS
3HAYHUMHU MOPYIIEHHSAMH PO3BUTKY KICTOK dYepena Ta HaibliB KiHUIBOK. [lpu

IbOMY 4Y€pen BUCOKHIA, KOHIYHOI ()OpMH, epeAHbO-3aHE MpHUILTIOCHYTH. [lepe-
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Hiccs 3amanie. BepxHs mienena HaaATO BUCYHYTa Biepes. 301IbIIIeHA BiICTaHb MiXK
ounma. OuHi g07yKa po3TalioBaHi mepes OYHUMU 3anaguHaMu. [1-V manbii Kis-
I[IBOK 3POCIIHCH.

ApaxHoaakTuJis (ep. arachné — nagyx + daktylos — nazeys) — He3Bu4aitHO
JIOBT1 Ta TOHKI ITaJIbIll KUCTEHN Ta CTOIL.

Aptpur (ep. arthron — cyenob + itis — 3ananvuuii npoyec) — 3arajibHa Ha3Ba
3aMaJlbHUX TMATOJIOTIA CYTrIo0iB, SIKI CYyMpPOBOKYIOTHCS BHIAUICHHSMH DIJAWMHH B
MOPOKHUHY CyTJI00a.

AcTteniunmii (ep. asthenia — ciabkicms, be3cunisg) — TAT CTaTypH, sIKa Xapa-
KTE€PU3YETHCS BUCOKUM 3POCTOM, BY3bKOIO Ta JOBIOIO IPYHOIO KIIITKOIO, CTA0KOIO
MYCKYJIaTypOIO.

ATepockJiepo3 (ep. athéra — xawxa + sclerosis — 3ameepoinHs) — NOCUTH
PO3MOBCIOJIKEHE XPOHIYHE CEPILIEBO-CYJAMHHE 3aXBOPIOBAHHS IMEPEBAXKHO JITHIX
0Ci0, sIKE XapaKTepU3YEThCS YIIUIBHEHHSIM apTeplalbHUX CTIHOK 32 PaxyHOK pO3-
POCTaHHS CIOTYYHOT TKAHUHU, YTBOPEHHSIM TaK 3BAaHUX aTEPOCKIECPOTUYHUX OJIsi-
10K, 3MEHIICHHSIM TMPOCBITY CYAWHH, 3HWKCHHSIM KPOBOTIOCTAYaHHS OpPTraHiB Ta
4acTO YCKIAAHIOETHCS TPOMOO30M (3aKyIMOpKOI0) cyauH. KiiHiuHI IPOsSBH aTepo-
CKJIEpO3Y 3aJIeKaTh BiJl IEPEBAXKAKOYOT JIOKaTI3a1lii aHoMaJii

ATpe3isi (ep. a — 6e3 + tresis — omegip) — 1) Bajga po3BUTKY: BIACYTHICTh MpHU-
POTHOTO TIPOXOY YU OTBOPY (HAMPUKIIAJ, aTpe3is MPSMOi KUIIKHA Ta 3aHEMPOXi-
JTHOTO OTBOPY); 2) 3apOCTaHHS MPUPOTHOTO MPOXOAY UM OTBOPY BHACIIJIOK 3ara-
JeHHd a00 TpaBMU (HAIPUKJIIAJ, MICJS XIMIYHOTO OIIKY CTPaBOXOAy); 3) 3BOPOT-
HUW PO3BUTOK OpPraHy, SIKUM HE JIOCAT 3pLI0CTi (HANPHUKIIA, KICTO3HA aTpe3is sS€d-
HHKA).

ATpoddin (ep. a — 6e3 + troph€ — orcusnenus) — 3MEHIIIEHHST 0OCATY OpraHiB,
TKaHUH Ta KJITHH, K€ CYNPOBOJKYETHCS 3HIKEHHAM iX (QyHKIINA. Po3BuBaeThCs
BHACIIIJIOK CTapiHHS OpraHi3My, a TaKOX 3MEHILEHHS YU MPUNUHEHHS (QyHKII0OHA-

JIEHOTO HaBaHTAKCHHS Ha IIEBHI opraHu, TKaHMHH TOLIO..
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AyTH3M (2p. autds — cam) — 3aHYPEHHs y CBIT OCOOMCTUX MEPEKUBAHD, SIKE
CYIPOBOJIKYETHCS OCTIa0IeHHAM a00 BTPATOI0 KOHTAKTY 3 AIMCHICTIO, BIJICYTHICTIO
IParHeHHs 10 CHUIKYBaHHS 3 IHILIMMU JIIOJbMHU, YOOTICTIO EMOIIiH.

AyTocoMa — 3BM4aiiHa, HeCTaTeBa Xpomocoma (UB.).

AYTOCOMHO-I0MIiHAHTHE YCNAAKYBAHHS — TUIl YCIIQJKyBaHHS O3HAKH, sIKa
KOHTPOJIKOETHCS IOMIHAHTHUM a.ieiem (JIUB.), PO3MIIIECHUM Yy HECTATEeBld XpPOMO-
COMI.

AYTOCOMHO-pellecCUBHE YCNAAKYBaHHSI — TUI YCHaJKyBaHHS O3HAKH, sIKa
KOHTPOJIFOETHCSI PELIECCUBHUM a/1esiem (IUB.), PO3MIIIEHUM Yy HECTaTeBId XpOMO-
comi.

Ada3zis (ep. a — 6e3 + phasis — sucnosnrosanus) — posiaj MOBH, IKUN MOJIs-
ra€ B yTpari 34aTHOCTI KOPUCTYBATHUCS CIOBAMH Ta PEUYCHHSIMU JJI BHPAKEHHS
JYMOK Ta MOYYTTIB.

AxonapomJa3sis (ep. a — 6e3 + chondros — xpsaw + plasis — npoyec uu pe-
3yIbmMam po36umky) — ayTOCOMHO-JOMIHAHTHE 3aXBOPIOBAHHS, KOJM TOPYIICHHS
PO3BUTKY XPAILIOBOI TKAHUHHU CIIPUYMHIOE HEJOCTATHIN pICT KiHIIBOK. [Ipu npomy
JOBXKMHA TyTy0a HOpMalibHa, ajie T0JI0Ba BEIUKA 3 BUIIYKJIUM JIOOOM Ta 3armajiuM
MIePEHICCSIM.

Alepa CMHAPOM — ayTOCOMHO-PELIECUBHE 3aXBOPIOBAHHS, SIKE IOJISTAE Y
HEHPOCEHCOPHIN TIyXOTi Ta nicmeHmHomy pemunimogi (nuB.). OCHOBHI CUMII-
TOMH XBOpPOOM: TYTrOBYXICTh, MOBUIBHO MpOrpecyloua JereHepaisi CiTKIBKH 3
BTPATOIO 30py (MOYMHAETRCS michs 10-TTHROTO BiKy), BECTHOYIISPHI PO3JIaIn, po-
3yMOBa BIJICTAIICTh, ncuxo3u (1uB.). PO3pI3HAIOTE TpU TUIIM XBOPOOHU B 3aJI€KHO-

CTI1 BIJ 11 TSOKKOCTI.

BakTtepiodar (ep. phagos — nooswcupau) — Bipyc, sikuil ypaxye 6axkrepii.

BekBita — BizeMaHa CMHAPOM — ayTOCOMHO-JIOMIHAHTHA IATOJIOTIS, SKa
PO3BHUBAETHCS BHACIIJOK MIKpOAYIUTIKAIl (AUB. dynaikauyisn) cermenta pl5 11-oi
XPOMOCOMHU 1 XapaKTePU3YETHCS BEIMKOIO JOBXKHUHOIO Ta Barord HOBOHAPOIKEHO-

ro. [HIII O3HAKM: 3aHAATO BEJIMKHUH SI3UK, 3MIIICHHS OYHHUX SI0JIyK BIIEpE] 3a MEXKI
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OYHMX 3allaJIuH, 2iopouedania (1UB.), aHOMAIIT IEPEIHbOI CTIHKH )KMBOTA, aCUMeE-
Tpis TLIA.

BiBanenT (zam. bi — noodsitinuti + valens — cunvbnuil) — napa KOH IOTYIOUUX
(IUB. KOH’K02ayia) TOMOIIOTIYHUX XpOMOCOM Yy mipodasi I meito3y.

BionoJsiiMmepu — BUCOKOMOJIEKYJIIPHI MPUPOIHI CTIONYKH — OUIKH, HYKJIETHO-
Bl KHCJIOTH, MOJICaXapuId, MOJEKYJIU SKHX CKJIAJAalOThbCS 3 BEJIMKOI KIJIBKOCTI
TpyI aTOMIB 200 JJTAHOK OJIHAKOBOI YW Pi3HOT XIMIYHOI OyI0BHU, IO MOBTOPIOIOTHCS.
biononiMepu ckiafaroTh OCHOBY BCiX JKMBUX OpraHi3MiB Ta O€pyThb y4acThb Ipak-
TUYHO B YCIX MPOLECAX KUTTEAISIBHOCTI.

Bau3HwokM — ABO€E 1 OUIBINE JITEH, HAPOHKEHUX BHACIHIIOK OJHIET BariTHO-
CTI.

Bau3HIOKM TU3UTOTHI (ABOSIIIEBI) — OpraHi3MH, SIKi PO3BUBAIOTHCS 3 JABOX
PI3HUX 3UTOT YHACTIAOK 3aIlIITHEHHS JIBOX PI3HUX SIMIEKIITHUH; MOXYTb OyTH OJI-
HI€1 YK PI3HOI CTaTl; FEHOTHUIIM PI3HI.

Bau3HI0OKM MOHO3MTOTHI (OJHOSMNIIEB]) — OpraHi3MH, sIKi PO3BUBAIOTHCS 3
OJIHIET 3UTOTH; OJHIET CTATl, MalOTh OJHAKOB] TCHOTHIIN.

baoxa — Cyabudeprepa cunapom — X-34erieHa JOMiHAHTHA MATOJIOTIS 3
MIPEHATAJILHOIO JiemanbHicmio (IUB.) TUI0MIB 40J0BIUOi cTaTi. OCHOBHUM CHMII-
TOMOM XBOPOOM € XapakTEepHi 3amaybHi Ae(eKTH IIKipH, SKi BUHUKAIOTh YK€ Ha
mi3HIN cTafgii emOpioreHe3y. BUSBISIOTECA TakoX ypaKeHHS 3yOiB, IIISIMUCTA
anoneyina (1UB.), aHOMAaJii 30py, CYyJIOMU Ta PO3yMOBA BiJCTaTICTb.

Bpaxinakruais (ep. brachys — kopomkuu + daktilos — nazeys) — kopoTKO-
najgicTh pyK Ta/abo Hir.

Bpaxiuedadis (ep. brachys — kopomxuii + kephale — 2conosa) — xopoTkoro-
JIOBICTh; 301IBIIEHHS TIOTIEPEYHOTO PO3MIPY TOJIOBH 32 BITHOCHOTO 3MEHIIIEHHS ii
MO3JJ0BXHBOTO PO3MIpY.

BponxianbHa actma (ep. dsthma — s0yxa) — XpoHiuHa 3amanbHa XBOpoOa
JTUXATBHUX MUISAX1B, COPUYMHEHA CTIAAKOBOIO CXUJIBHICTIO JI0 aJIepTiYHUX PEeaKIIiil.
XapakTepu3yeTbCsl MOCTIMHOIO MiJABUIIEHOI YYTIMBICTIO OpOHXIB, IO MPHU3BO-

JUTH 10 HAOPSIKY 1X CITM30BOi 0O0JOHKH Ta HAIMAIIB STYXH.
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BaapaenOypra cMHAPOM — ayTOCOMHO-IOMIHaHTHa XBOpPOOa 3 HEMOBHOIO
nenempanmuicmio (IUB.) Ta MIHJIUBOIO eKcnpecugHicmio (JIUB.), Ka CIIPUYNHEHA
aHOMAJTISIMH PO3BUTKY HEPBOBHUX CTPYKTYP 3aBUTKH BHYTPIIIHHOTO Byxa. OCHOBHI
CUMIITOMH: IIMPOKE BHUCTYyIAOue MepeHices, 3’ €HaHl OpOBH, MCEBIO0 KOCOOKICTD,
acUMeTpHUYHEe 3a0apBIECHHS Pailly)KKH, TyTOBYXICTh, 3HWKEHE BITIYTTS PIBHOBATH,
YaCTKOBHUH aiab0iHI3M (CHBHH JIOKOH Haja JI0OOM, OlTyBati Bii, AEHMIrMEHTOBaHI Mi-
JISTHKH LIKIPH).

Ban nep Byaa cuHApOM — ayTOCOMHO-IOMIHaHTHA XBOpOOa 3 HEMOBHOIO
nenempanmuicmio (1UB.) Ta Pi13HOIO ekcnpecueHnicmio (1uB.). OCHOBHI CUMIITO-
MU: PO3UICIUICHHSI BEPXHBLO1 ryou abo/Ta migHeO1HHS, Ha CIM30B1A OOOIOHII HHX-
HBO1 T'yOH J1B1 200 0JIHa IMKH Ta (iCTyJIa, iIKa BUAUISE HEBEIIUKY KUTbKICTh CIU3Y.

BekTopu (ram. vector — necyuuii) — B T€HETHII — JEsKl BUIU BIpyCiB (3BU-
yallHO Oakmepioghacu — NUB.) Ta naazmiou (IUB.), IO BUKOPUCTOBYIOTHCS JIS
NEPEHECEHHSI OKPEMUX I'eHIB 13 TeHOMa OJIHOTO OPraHi3My B T€HOM 1HIIIOTO.

Becrdaasn — Buibcona — KonoBajioBa xBopoda — ayTOCOMHO-PELIECUBHE
3aXBOPIOBAHHS 3 YPaXKEHHSIM HEPBOBOI CHCTEMH Ta MEYIHKU BHACIIIOK MOPYIICH-
Hs MeTabomi3mMy Mifi. OCHOBHI CUMIITOMU: Xopes (11B.), TPEMTIHHS TOJIOBH, KiH-
I[iIBOK a00 BCHOTO TiJia, pO3J1aJ KOOPAWHAIII PyXiB, HEIOYMKYBATICTh, po3Jaj (y-
HKIII¥ MIEYiHKU, HUPOK, MIIUTYHKOBOI 3aJI03U, CEPIIS.

Bupa3skoBa xBopo6a — XpoHiuHa XBOpoOa 13 LUKJIIYHUM Nepedirom Ta cra-
JIKOBOIO CXWJIBHICTIO. Ha cTasii 3arocTpeHHs] BUHUKAE BUPA3KOBE YPaKCHHS CIIH-
30BOi 00OJIOHKM HUTyHKa a0o/Ta 12-manoi KUIIKK. 3aXBOPIOBAHHS PO3BUBAETHCS
BHACJIJJOK MOPYUIEHHS PIBHOBAaru MiK (PakTopaMH 3aXHUCTy CIM30BOi OOOJIOHKU
(ILLJTyHKOBUHM CNM3 1 T.I1.) Ta arpeCUBHUMHU (DaKTOpaMu IUTYHKOBOT'O COKY (COJsHA

KHCJIOTa, (DEPMEHT MEINCHUH TOIIO).

I'anakro3emisi (ep. gala — monoko + 0sis — npoyec au pesyromam) — cua-
KOBE MOHOTEHHE, ayTOCOMHO-PEIECUBHE 3aXBOPIOBaHHS (AWB. a@ymocomHo-

peuecuene ycnaoKy8anHs), sike CyNpoOBOIKY€EThCS HAKOMMYECHHSIM Yy KPOBI MOHO-
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caxapumy rayjakTo3u. [Ipormec CipuarHIOETHCS BIICYTHICTIO OJHOTO 13 (DEPMEHTIB,
K1 TIEPETBOPIOIOTH TAJIAKTO3Y B KPallle 3aCBOIOBAHY TIIOKO3Y.

I'amera (ep. gamos — wi100) — 3pija cTaTeBa KIITUHA, KA MICTUTb Taruioi-
HUM HAO1p (N) Xpomocom (1uB.) 1 31aTHA IO 3ATUTITHCHHS.

I'ameTorenes (ep. gamos — uL06 + genesis — BUHUKHEHHS) — TIPOLIEC YTBO-
PEHHS CTaTeBUX KIIITHUH (JIUB. Mei03).

Ianuoin (ep. haploos — oounapnuii) — xiiTHHA Y1 OCOOWMHA 3 OJIMHAPHUM
HAa0OpOM XpOMOCOM, TOOTO TakKa, B SIKI KOXKHa XpOMOCOMA IPE/ICTaBlIeHa TUIbKU
OJIUH pa3.

Ianyoinuuii HAGip XPOMOCOM — CYKYIHICTh XPOMOCOM 2an10ioa (IUB.).

I'emizurotnicTs (ep. h€émi — nanis- + zygote — 3’eonanuii y napy) — cTaH,
KOJM OKpeMl TeHHM Y IUIUIOINHIM KIITHUHI TPEICTaBIICHI JIUIIE OJHUM ajenem
(nmuB.). TepMiH BUKOPUCTOBYIOTH JIJIsl TTO3HAYEHHSI T€HOTHUITY YOJIOBIKA CTOCOBHO
O3HAaK, 34eIUICHUX 31 CTATTIO 1 BUBHAYCHHUX AJESIMHU, PO3TAIIOBAHUMHU JIMIIE B Y-
a60 X-XxpomMocoMmi.

I'emorsno0inonarii — rpyna crnajJkoBUX 3aXBOPIOBaHb, OOYMOBJIEHUX MpPHU-
CYTHICTIO B €PUTPOIUTAX AaHOMAJIBLHOTO T€MOIJIO0IHY, 110 MPU3BOANUTH JI0 iX PYyH-
HYBaHHS Ta BUXOAY reMOIJIO0IHY y TUIa3My KpOBI.

I'emodinis (ep. haima — kpog + philéd — 106umMu) — cmagkoBe 3aXBOPIOBaH-
HS1 YOJIOBIKIB, SIK€ CYMPOBOKYETHCS KPOBOTOUHMBICTIO 1 CIPUYUHEHE BiJICYTHICTIO
0IHOTO 13 (pakTOpPiB 3ropTaHHs KpoBi. JKIHKM 3BUYAHHO HE XBOPIIOTH 1 € JIUIIIE HO-
CISIMH MYTaHTHOTO aJIeJisl, PO3TAILIOBAHOIO B X-XpPOMOCOMI.

I'en (ep. genos — pio, noxodocenns) — nesHa nuisaka mosekynu JTHK (y me-
skux BipyciB PHK), sika konye nepBUHHY CTPYKTYpYy noJtinenmudy (UB.), MOJie-
kyn1 pPHK (nuB.) Ta mPHK (nuB.) abo B3aeMoOji€ 3 PEryiasiTOpHUM OiUIKOM. 3a
YSBJICHHSIMUA KJIACUYHOT T€HETUKU TE€H € CHAJKOBUM (PAKTOpOM, UM OIUHUIIECIO
cnaakoBoi iH(opMmarii, sika BU3HA4Ya€ (POPMyBaHHS MEBHOI €IEMEHTapHOT O3HAKU
Opratizmy.

I'eneanoriunmii Mmeton (ep. genealogia — po0dosid) — aHani3 3aKOHOMIPHOC-

Tel ycnaJKyBaHHS O3HAK JIFOJIMHU Ha OCHOBI CKJIaJaHHs 11 pOJOBOY.
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I'en-moaudikarop (zam. modificatio — susnauenns mipu) — reH, QyHKITIEIO
SIKOT'O € HiJACUIeHHs a00 nociadaeHHs i1 OCHOBHOI'O I'€Ha.

I'eHHa iH:KeHepifl — CYKYNHICTb METOJIB 1 TEXHOJIOT1H, CIPSIMOBAHUX Ha
OTPMMAaHHSI HOBUX KOMOIHAIIi T€HETMYHOTO MaTepially B KIITHHI YM OPTaHi3Mi
MITYYHUM IUIIXOM (HE MUIIXOM TPaJIuIiitHOT T106puau3aitii)..

I'enHa Tepamisi — JIKyBaHHS CHAJKOBUX MOHOT€HHHMX XBOPOO 3a JI0IIOMO-
TOI0 METO/IIB 2eHHOT iHdceHepii (TUB.).

I'enoxkomnii — noai6H1 ¢peHoTunu, siki chopmMoBaHi mij BIUIMBOM 30BCIM Pi3-
HUX FEHIB Ta MyTaLil.

I'enom — raruioinHuii HaGlp XPOMOCOM JAaHOTO BUIY OPraHi3MiB 3 JIOKaIi30-
BaHUMU B HUX TC€HAMHU.

I'eHOoTHN — CYKYIHICTH YCIX JIOKaJlI30BaHMX y XPOMOCOMax TeHIB, YH, B
OUTBIII IUPOKOMY PO3YMiHHI, YCIX CHAAKOBUX (PaKTOPIB OpraHi3Mmy, siKi po3TaIio-
BaHI HE TUIBKU B XpPOMOCOMAaxX, a M 1HIIMX KOMIIOHEHTaX KJIITHUHH, HAIIPUKIAI, Mi-
TOXOH/IPIsIX.

I'enogoHa — CyKyIHICTb I'€HIB OJIHIET MOMYJIALIL, B MEXaX AKOI BOHU Xapak-
TEPU3YIOThCSI IEBHOIO YaCTOTOIO.

I'en-cynpecop (zam. sub — wacmkoso + pressare — mucHymu) — T€H, IO
IPUTHIYYE JIIF0 OCHOBHOI'O T'€HA.

IeTeporennicTs naTosorii (ep. heteros — inwuii + genos — noxo0xcenHs) —
SBUIIE, KOJIM KIIHIYHO CXO0X1 XBOPOOW B pI3HUX CIM’sIX OOYMOBJIEHI Ae(peKTaMu
PI3HHX T'€HIB.

I'eTepo3urora (ep. heteros — inwuii + zygote — 3 'eonanutl y napy) — ocoou-
Ha YW KJIITHMHA, IO MICTUTH PI3HI ajiefil B 1IEHTUYHHUX JIOKYCaX TOMOJIOTTYHHMX
XPOMOCOM 1 MPOAYKY€E TEHETUYHO Pi3H1 TAMETH.

I'eTepoxpoMaTHHOBI AiJsTHKU XpoMocoM (2p. heteros — inwmuii + chroma —
3abapénenns) — JUISTHKA XPOMOCOM, SIKI IHTEHCUBHO (papOyIOThCSI LUTOJIOTTYHUMHU
dbapOHMKaMU Ta TEHETUYHO 1HEPTHI.

I'iopua (nat. hibrida — momick) — reTepo3UroTHa ocoOUHa, sika BUHUKJIA B

pe3yabTaTi CXpEeUlyBaHHs IBOX FT€HETUYHO PI3HUX OPTraHi3MiB.
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Tiapouedadis (ep. hyder — piouna + kephalé — 2on06a) — natonoriune Ha-
KOIMWYEHHS! CIUHO-MO3KOBO1 PIIMHUA B MOPOKHUHI Yepemna, sike CyNmpOBOKYETHCA
PO3IIUPEHHSIM MO3KOBHX ITYHOUKIB Ta BUCOKUM BHYTPIIITHHOUEPETTHUM THCKOM.

Iinexomacrist (ep. gyn€ — oswcinka + mastds — epyou) — 301UIbIICHHS OJTHIET
g1 000X MOJIOYHHUX 3aJ103 Y YOJIOBIKIB.

Tinepren3is (ep. hyper — naomipnui + nam. tensio — Hanpyscenus) — M-
BUIIIEHUH TUCK B CYJMHAX, MOPOKHUCTUX OPTaHAX Ta MOPOKHUHAX Tija.

Iineprpuxo3 (ep. hyper — naomipnuii + thrichos — sonoccs) — HaamipHa Ki-
JBKICTh BOJIOCCSI Ha JUISIHKAX IMIKIPH, K1 3BUYAHO YMCTI a00 MOKPUTI ITYILIKOM,
HaIPUKIIQI, Ha 00JIMYYl Y ’K1HOK a00 Ha CIIHUHI Y YOJIOBIKIB.

T'inoronaausm ( ep. hypo — nuorcue, nio + gonad — nopoodaicyro) — aHomatis,
00yMOBJIEHa 3HM)KCHHSIM TOPMOHAIBHUX (PYHKIIIH CTaTeBUX 3aji03 YOJIOBIKA YU
*K1HKH. OCHOBHUM CHMIITOMOM T1IOTOHAJIU3MY € BIJICYTHICTh a00 HEPO3BUHEHICTh
BTOPHHHHUX CTATEBUX O3HAK.

linonaasis (ep. hypo — Huowcue, nio + plasis — ymeopernns) — BpoJKeHUN
HEJOPO3BUTOK OYAb-SIKOT'O OpraHy.

Iinotensist (ep. hypo — Hudwcue, nio + nam. tensio — HanpysceHHs) — 3HIKE-
HUN apTepiaJbHUM THCK.

FimoTupeo3s (ep. hypo — nuoicue, nio + anam. glandula thyreoidea — wumo-
nodibHa 3an03a + 2p. 0siS — npoyec, pe3yibmam) — 3aXBOPIOBaHHSA, 00yMOBIICHE
HEJOCTaTHICTIO (DYHKIIIT IUTONOAI0HOT 3a7103u. OCHOBHUMH O3HAaKaMHM T1IOTUPEO-
3y € MJISIBICTh, 3araJlbMOBaHICTh, COHJIUBICTh, OCIA0JEHHS MMaM ATi, OAyTie Oime
00y Ust, MEp3ISAKYBaTICTh, HY10Ta TOLIO.

licTuainemiszs — ayTOCOMHO-pEIIECMBHA TATOJIOTISA, SIKAa XapaKTEepPU3Y€EThCs
MOMIPHOIO 3aTPUMKOIO TICUXIYHOTO PO3BUTKY, HECTIMKICTIO HACTPOIO Ta TMOBEiH-
KM, 3HAUHUMH MOPYIICHHIMH MOTOPUKHA MOBHU aX JO MOBHOI HIMOTH, TPEMTIHHSI-
MU, CyZOMaMu, PO371aJ0M KOOPJIUHAIIT PYXIB TOILIO.

Tonanapuyne ycnaakyBanHs (ep. holos — ygeco + andros — uonogix) — yc-

NaJKyBaHHS O3HAK, sIKI BU3HAYAIOTHCS T€HAaMU Y -XpPOMOCOMHU JItoAuHU. Taki o3Ha-
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KU TIepeAatoThCs Bijl OaThKa TUILKU CUHAM 1 HABHI B YCiX MOKOJIHHSAX 1 Y BCIX YO-
JIOBIKIB.

ToabTIA CHHAPOM — JUB. OCEPEIKOBAa ME30CKTOIepMaIbHa JUCIIIA3IS.

I'omeocTa3s (ep. — hdmoios — nodibHuil, oonakosuii + stasis — cman) — 31at-
HICTh O10JIOT1YHOT CUCTEMU MPOTUCTOSATU 3MiHAM 1 30epiraTy BITHOCHY JTUHAMIYHY
CTJIICTh CBOTO CKJIAJTy Ta BIACTUBOCTEH.

I'omo3urora (ep. homos — odnakosuii + zygote — 3 ’eOnanuti y napy) — 0co-
OuHa abo0 KJITHHA, IO MICTUTh OJHAKOBl aneni (IWB.) B 1ICHTUYHUX JIOKYCAX
(1uB.) 20mMon02iuHUX (IUB.) XPOMOCOM 1 MMPOJYKYE T€HETUYHO PIBHOI[IHHI TAMETH.

I'omousoriuni xpomocomu (ep. homologia — 3200a) — CTPYKTYpHO 1AICHTHYH1
XPOMOCOMHM, TOOTO TaKi, B IKUX aHAJIOT14HI JloKycu (UB.) pO3TaIllOBaHl B OJIHAKO-
Biif MTOCJTIIOBHOCTI.

I'omocekcyasibHicTh (ep. homos — oounakosuti + nam. sexus — cmamov) —
crareBe BabJeHHS 10 Jronel cBoel craTi. CrocTepiraeTbes sIK y YOJOBIKIB, TaK 1y
KIHOK.

Tonagnuii (ep. gonad — nopodorcyro) nucrenes (rp. dys — poznao + genesis
— BUHUKHEHHS1) — TIOPYIICHHS PO3BUTKY CTAaTEBUX OPTaHIB.

T'opmonn (ep. hormad — 36y0sicyr0) — O10JIOTIYHO AKTUBHI PEYOBUHU, SIK1
NPOAYKYIOThCS B OpraHi3Mi Ta 3[IMCHIOIOTH CHPSMOBAHUN BIUIMB Ha JISUIBHICTH
OpraHiB Ta TKaHHH.

I'yanin — osiHa 3 ABOX nypuHnoeux (11B.) OCHOB (JIUB. A0€HiH) HYKJICOTHU 1B

JTHK Ta PHK.

JanbToHi3M (Hazéa noxooumsv 6i0 npi3zeuwia aHIUCLKO20 B4EeHO20
Iic. Jlanbmona, axuii enepuie onucas yr aHomalio) — CragkoBe MOPYIICHHS KO-
JBOPOBOTO 30pY, SKE MOJSATa€E B HE3IaTHOCTI PO3PI3HIATH MEPEBAKHO YEPBOHUH Ta
3€JIEHUI KOJIbOPH 1 CIOCTEPITa€ETHCS MEPEBAXKHO Y YOJIOBIKIB. '€H, 110 CIPUYNHIOE
XBOPOOY, JTOKaI30BaHUN B X-XPOMOCOMI.

HedinbHicTs (1am. debilis — poscrabnenuti) — nerka CTymiHb o.1izoghpenii

(1uB.), sIKa B1I3HAYAETHCS MPUMITUBHICTIO CY/KEHb T4 BUCHOBKIB, HEJOCTATHHOIO
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oughepenyiayicro (IVB.) eMOIII, OOMEKEHICTIO MOXKJIMBOCTEH HaBYaHHS, 3HIKE-
HOIO 3/IaTHICTIO 10 COLIaJIbHOT ajarrarii.

JeBianTHa moBeninka (1am. deviatio — ioxunenHs) — MOPYIICHHS 3aralib-
HOBHU3HAHMX y JIAHOMY CYCIIUTbCTBI HOPM Ta MPABUJI TOBEIHKH.

Je3okcupudoonykieinoBa kuciaora ([AHK) — cknaguuii éiononimep
(1uB.), IKUH MICTUTBCS B XpPOMOCOMAaxX, MITOXOHJAPISIX Ta 1HIIMX OpPraHOigax Kii-
THHH 1 € HOCIEM CTIaAKOBOI 1H(pOpMaITii.

Heneuisa (zam. deleétio — 3nuwenns) — BTpaTa MEBHOI JUISHKU XPOMOCOMHU,
Xpomamuou (1UB.) 44 IeHa.

Hemenuis (zam. de — 6e3 + mens — po3ym) — 3HWKEHHS iHmenexmy (1IvB.)
BHACJIIIOK OPTaHiuHOr0 yPaKeHHS TOJIOBHOTO MO3KY, IO MOPYIIY€E 3AaTHICTH J0
moOyTOBOI Ta coliAIbHOT @adanmauyii (1B.).

Junnoin (ep. dipléos — noogitinuii) — KJIITUHA YU OPTaHi3M, sIKi MalOTh JIUTI-
Joinauid (oABIHHUIN) HAOIp XPOMOCOM.

JuckopaantHicts ( z1am. discordia — po3n1ad) — HECXOXKICTh OJIM3HIOKIB
CTOCOBHO TI€1 UM 1HIIIOT O3HAKH.

JAuckpernuii (zam. discretus — gidokpemienuil) — NIEPEPUBUCTHIA, IO CKJIa-
JAETHCS 13 OKPEMUX YACTHUH.

ducnepcis (zam. dispersio — po3cisinHs) — B MaTEMaTU4YHIN CTaTUCTHIN Ta
Teopii IMOBIPHOCTEN — Mipa BIIXUJICHHS BiJl CEPEIHBOTO 3HAYCHHSI.

Jucnnasia (ep. dys — poznao + plasis — ymeopenus) — 3arajibHa Ha3Ba Hac-
J1IKIB HETIPaBUIIHLHOTO (POPMYBAHHSI OKPEMUX YACTHH, OPTaHiB Ui TKAaHUH OpraHi-
3My.

ductpodis (ep. dys — pozrao + trophe — orcusnenns) — posnaj >KUBJICHHS
TKaHWH, OpraHiB a00 BChOTO OpraHi3My, KMl PO3BUBAETHCS BHACIIIOK CIaJIKOBO-
ro 4d Ha0yTOro MOPYIIEHHS PEryJIITOPHUX MeXaHi3MiB. [Ipu oMy B KJIITHHAX 1
TKAaHWMHAX YTBOPIOIOTHCS Ta HAKOMHMUYYIOTHCS aHOMAaJbHI MPOAYKTH 0OMiHy. Jluc-
TpoivHi 3MIHU 3BUYAIHO PO3BUBAIOTHCS 3a OLIBIIIOCTI 3aXBOPIOBAHb.

JAudepenuiroBannsa (zam. differentia — iominnicms) — BUHUKHEHHS BijI-

MIHHOCTEH M1 OJHOPITHUMHU KJIITUHAMM Ta TKAHUHAMU, 3MIHIOBAHHS 1X Y MPOIECI
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PO3BUTKY OpraHi3Mmy, iK€ COPHUYHUHIOE (POpMyBaHHS CIEIiaTi30BaHUX KJIITHH, TKa-
HUH Ta OpTaHiB.

Hiabet nyxkpoBuii (ep. diab&tes — npoxionuil) — XpoHi4yHA €HAOKPUHHA XBO-
poba 13 CragKoBOIO CXWIBHICTIO, 00YMOBIICHA TIOPYIICHHSIM CEKpellii abo HU3bKO1
010JI0r1YHOT aKTUBHOCTI 1HCYJIIHY (TOPMOHY, 110 3a0e31euye TPOHUKHEHHS TITHOKO-
31 B KIITUHU niepudepiinux TkanuH). CynpoBOMKY€ETHCSA MiJBULICHHIM BMICTY
TJIFOKO3M B KPOBI1 Ta Ce€4i, MOPYIIEHHAM yCiX JJAaHOK OOMiHY PEYOBHH, yPaKEHHIM
CYJIMHHOI CUCTEMHU.

JHK — ne3okcupuOoHyKIeTHOBA KUCTOTA (IUB.).

Hoaixomedamnis (ep. dolichés — doseuii + kephale — 2ono6a) — popma roo-
BHU, KA B1JI3HAYAETHCS 3HAYHOIO MEPEBaroro ii MO3J0BXKHIX PO3MIpIB HaJ Mormepe-
YHUMU.

JominanTHa o3Haka (ram. dominari — nanysamu, nepesadcamu) — O3HaKa,
sIKa TIPOSIBIISIETHCS 32 2emepo3uzomuozo (IUB.) CTaHy ajeneil (IUB.) T€HA, SIKUI
BU3HAYAE 110 O3HAKY.

JdominanTHuii anenb (zam. dominari — nanyeamu, nepegasxcamu) — aaend
(IuB.) TeHa, AKUM MPOSBISETHCS Y 2emepo3uzomuomy (JMB.) CTaHi.

JominyBanus (zam. dominari — nanysamu, nepesaxcamu) — SIBUIIE, KOJIU
OJIVH 13 ajesneil (IUB.) T€HA TETEPO3UTOTH (JIUB. 0OMIHAHMHUIL AJl1€lb) BUSIBIISE
nepeBakaroyuil BIUTMB Ha BIAMOBIIHY O3HAKY OCOOMHMU, HIXK 1HIIIUNA allehb 1bOTO X
reHa (IUB. peyecusHull anen).

Houop (ram. dono — dapysamu) — MoauHa, O TOOPOBUIEHO HAJIA€ CBOIO
KpOB, il KOMIIOHEHTH, & TaKOXK 1HIIN TKAaHWHU (HAIPUKJIAMI, IIKIpY, KICTKOBUM MO-
30K) Ta OpraHu (HampuKJaj, HUPKY) 3 JIKYBAJbHOK METOI — MEPeIMBaHHS KPOBI,
TPaHCIUIAHTAIlll OPTaHIB TOIIIO.

Aynmaikaniss (zam. duplicatio — no06oerHs1) — TOABOEHHS TIEBHOI NUISHKU

XPOMOCOMM, Xpomamuou (JUB.) Ui I'eHa.

EBosnoTuBHuil (1am. evolvere — niocka kpuea) — Takui, 110 311MCHIOETHCS

IOCTYIIOBO.
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ErouenTpusm (zam. ego — A + centrum — yeump) — cienudpigHe CTaBICHHS
JI0 HAaBKOJIMIITHBOTO CBITY, IKE 0a3y€ThCsl HA BIACHUX IUISIX, MOTpedax, IHTepecax,
IparHeHHsX, nepexxuBaHHsAX. [Ipu 1bOMy ITHOPYIOThCS IHTEpPECH, IOTPEOU Ta Ie-
PEKUBAHHS IHIIUX JIIOJICH.

EnBapaca cunapom — xBopoba, cipuunHeHa mpucomiero (nuB.) 18-oi xpo-
Mocomu. CHiBBIAHOIICHHS XJIOMYUKIB Ta JIBYATOK cepell XBOpuUX ckianae 1:3,
NpUYMHA YOTO IOKH-IIO HeBigoma. HalixapakTepHIIIMMU OCOOJUBOCTSAMU CHHJI-
pomy EgnBapiaca € anomanii MO3KOBOro yepena ta oOauyus, Ae(EKTH ONOPHO-
PYXOBOTO amnapary, HOPYLIEHHS CEpLEBO-CYAUHHOI, TPABHOI Ta CEYOCTATEBOI CUC-
TeM. 30BHINTHIMH O3HaKaMH XBOPOOM € MaJeHbKUU POT, BY3bKi Ta KOPOTKI OYHI
IIUIMHHA, KOCOOKICTh, HU3bKO PO3TAIllOBaHI Ta Je(opMOBaHi Byxa, BUBEPHYTA HHU-
KHs Ty0a, KOpOTKa Ta CKJIayacTa IIvsl, BUJOBKEHUIN Yeper, KIUIIOHOTICTh TOMIO.
90% xBopuX IiTe¥ TMHE 0 | POKY BHACIIJIOK 3aIlajieHHs JICTCHIB, KUIIIKOBOI He-
IPOX1JHOCTI, CEPLEBO-CYIMHHOT HEAOCTATHOCTI.

Eiidopis (ep. eu — dobpe + pherd — neperoury) — cTaH MiAHECEHOTO Ha-
CTPOIO Ta 3aJI0BOJICHHSI, SIK1 HE BIJIMOBIIAI0Th PeabHIN I1HCHOCTI.

Ex30H1 (2p. €X0 — 306Hi) — KOJOBaH1 JUISTHKY T€HA, K1 HECYTh 1H(POPMAIIII0
JUISl CUHTE3Y crernudiqHoro 61jika.

Excnancisa (zam. expansio — po3noscrooxicenus) — y TEHETHUll — pi3ke 301-
JBIICHHS YUCia Komid nmeBHuX AuistHOK Mosekynu JJHK (moBTopu) B HacTymHUX
MOKOJIIHHSX POJIOBOTY.

ExcnpecuBHicTh (zam. expressio — gupasiceHHs, 8usa6) — CTyMiHb (PEHOTHUII-
HOTO TPOSIBY T€HA, SIK Mipa CUJIM KOTO [Iii, IKa BU3HAYAETHCS IHTEHCHUBHICTIO O3HA-
KH.

ExcrpaBepcis (zam. extra — 306ui + versere — Oymu cnpsamo8anum) — CIps-
MYBaHHS 1HIMBIJIOM CBOiX MEPEKMBaHb Ta IHTEPECIB Ha 00’ €KTU 30BHINTHBOTO CBi-
Ty Ta AISUTBHICTh Y HHOMY, IO CYMPOBOKYETHCS JIETKICTIO BCTAHOBJICHHS! KOHTAK-
TiB 3 OTOUYIOUHUMH.

Enextpodopes (ep. Electron — 6ypuwmun + phoresis — nepenecenns) — onuH

13 CIIOCO01B PO3AUICHHS 3aPsA/KEHUX MOJIEKYJ B PIAKOMY CEpPEJIOBHIIIL 32 JOTOMO-
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TOI0 TOCTIHHOTO €JIEKTPUYHOTO CTPYMY, KM 3aCTOCOBYETHCS ISl BUIIJICHHS Ta
BU3HAYECHHS aMIHOKHUCJIOT.

Emeprenes (auen. emergent — moti, wo panmogo UHUKAE) — SBUIIE, KOJIH
O3HaKa CHPHYMHIOETHCS OCOOJMBUM HaOopoM (KOoH(irypaiiie€r) reHiB abo KoM-
IJIEKCOM BJIACTHUBOCTEH, KOJKHA 3 SIKUX BU3HAYAETHCSA F€HETUYHO.

Emdizema (ep. emphyséma — po30ymms) — 30UIbIICHHS PO3MipIB TKAHUHU
ab0 opraHy BHACJI1/IOK HAKOTIMYEHHS MOBITPS YU BUILICHOTO ra3y.

Em@izema JiereHb — HE3BOPOTHE YPAKEHHS JIETEHEBOI TKAHWHM, L0 IMPHU-
3BOJIUTH JI0 TIOPYIICHHS (QYHKIIA TUXaHHS Ta KPOBOOOITY BHACHTIIOK 3MEHIIEHHS
PYXOMOCTI JIeTeHb Ta iX ra3000MIHHOI ITOBEPXHI.

En3umu (ep. en — B, BcepeuHi + Zymeé — 3ak6acKka) — HasiBHI B YCIX KUBHUX
cucteMax Ol0JIOTIYHO aKTHMBHI PEYOBHHH, SIKI PETYJIOIOTH 1 CHPSIMOBYIOTH OOMIH
PEYOBHH Y )KMBOMY Oprani3Mi. [Hia Ha3Ba — hepmenmu.

En3zumonarii (ep. en — B, Bcepeauni + zymé — saxseacka + pathos — xeopo-
Oa) — 3arajibHa Ha3Ba XBOPOO, SIK1 PO3BUBAIOTHCS 3a BIJACYTHOCTI a00 HEIOCTaTHIN
aKTUBHOCTI TUX YM 1HIIUX eH3umie (1UB.). [HIIIa Ha3Ba — ghepmenmonamii.

Enikant (ep. epi — Hao + kanthds — kym oxa) — BepTUKanbHa CKIIaJKA IIKi-
pu y dbopmi miBMICAILIS, sIKa MPUKPUBAE BHYTPIIIHIN KyT OYHOI IIIJTHHHU.

Emninencis (rp. epilepsia — cxonnroeanns) — XxpoHiuHe 3aXBOPIOBaHHS I0OJI0O-
BHOTO MO3KY 13 CHAaJKOBOIO CXUJIBHICTIO, OCHOBHHM MPOSIBOM SIKOTO € PETYJISIpHI
enuIenTUYHI Hanaau (CyJJOMH 3 BTPATOIO CBIJIOMOCTI Ta 3MIHIOBaHHSIM 0COOHMCTOC-
Ti, SIKE MOJSATA€ B TaJIbMyBaHHI MUCJICHHS, 3JI0CTUBOCTI Ta THIBIMBOCTI). B cyuac-
HI{ JTiITEpaTypl ENiJIEINCisl pO3MIIAAETHCS HE SK OKpeMa XBopoba, a sk TpyIma naTo-
JIOT1YHO Ta KJIIHIYHO OJM3bKUX 3aXBOPIOBAHb.

Emicra3 (ep. epistasis — 3ynunka, nepewikooa) — TAI B3aEMO/II HEaTSIbHUX
T'eHIB, KOJIU OJ{HA Tapa ajebHUX T€HIB MPUTHIUYE JiI0 1HIIOI Mapu. Po3pi3HA0Th
Ooominanmuuii (IvB.) Ta peuecueHnuil (AUB.) emicTas. 3a JOMIHAHTHOTO €MICTa3y
koMOiHaris aneneid AA un Aa npurHidye komOiHaIiro aneneit BB uu BB 1 3Buyaii-
HO BB. 3a PELECUBHOI0O €icTazy KOMOIHAIlls ajiefiel aa MPUTHIYYE Oyab-IKy KOM-

O1Hamiro aixesner B Ta B.
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ETionoris (ep. aitia — npuuuna + logos — nonamms) — 1) Hayka mpo IpUYIH-
HU XBOPOO; 2) mpuYrHAa BUHUKHEHHS XBOPOOHU.

EyxpoMaTHHOBI IIISHKH XpOMOCOM (2p. €u — TyT 6e3 + chroma — 3abaps-
JIeHHs1) — NUISHKHA XPOMOCOM, SIKI MICTSTh aKTHBHI I'€HU 1 MEHINE CIipali3oBaHi,
HIK 2emepoxpomamunoei (nuB.) ainssaku. Bonu maiike He GapOyroThCs 1UTONO-

riyHuMHU (hapOHUKAMH.

7KoBTSAHUIS reMOJITHYHA — 3a0apBJICHHS IIKIPU Ta CIU30BUX 000JOHOK Y
JMMOHHO-OBTUH KOJIp BHACIIJIOK IHTEHCUBHOI'O PO3NaAy €pUTPOLHUTIB (reMoti-
3y) IpH IEIKUX 3aXBOPIOBAHHSX.

Kepgresia ta Jlanre — HisibceHa CMHAPOM — ayTOCOMHO-PEIIECHBHA MATO-
JIOTiA, SIKa XapaKTepU3Yy€eThCA HAMalaMy 3allaMOPOYEHHS Ta PAnTOBOi BTPATH CBi-
JIOMOCTI, III0 PO3MOYMHAIOTHCS Y Billl BiJl TPHOX JO I’SITH POKIB 1 MPOBOKYIOTHCS
HEPBO3HICTIO a00 (I3UYHUM HAMPYKEHHSIM. XBOpoOa CyNMpOBOKYETHCS BPOIKE-
HOIO JIBOCTOPOHHBOIO ITMOOKOI0 HEHPOCEHCOPHOIO TIyXOTOI0. bijblie monoBuHu
XBOPHX T'MHE Yy Billl MIXK 3 1 14 pokaMu KUTTS B pe3yJIbTaTl PO3Ja/iiB CEPLEBOi Misl-

JIBHOCTI.

34enuieHHs1 — 3B 30K MK T€HAMH, KU OOYMOBJICHHH X JIOKami3ali€o B

OJIHIM XPOMOCOMI Ta BUKITIOUAE MOXKIIMBICTh 1X HE3AJIEKHOTO yCIaIKyBaHHSI.

InenTuunuii (zam. identicus — momoowcHutl, 0OHaxosuil) — TOTOKHUMK 1H-
IIOMY, OJTHAKOBHIA 3 1HIITUM, CITiBIIa/Ia€ 3 HUM.

Iniorpama (ep. idios — ceoepionuti + gramma — 3anuc) — CXeMaTUYHE 30-
Opa’xeHHS XpOMOCOMHOTO Habopy, sSIKe MOKa3ye BIAHOCHUHN po3Mip Ta GopMy Xpo-
MOCOM.

InmioTis (Tp. ididteia — HEBITIACTBO) — HAUTsDKYA opMa o.1icoghpenii (nus.),
sKa XapaKTePU3YEThCS MalKe MOBHOKO BIJACYTHICTIO BIAMOBIAHUX MCUXIYHUX pea-
KIIii Ha oTovyroue cepenopuiie. [Ipyu boMy MUCIICHHS Ta MOBa HE PO3BUBAIOTHCA,

a IHTepEeCH Ta EMOLT eJeMEHTapHI.
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Im6enuabHicTh (J1at. imbecillus — cnabkuit) — cepenHs CTyIiHb oizoghpe-
Hii (UB.), IO XapaKTePU3yEThCS MPUMITHUBHICTIO, KOHKPETHICTIO Ta yIOBIJIbHEHI-
CTIO MUCJICHHSI, HE3[IaTHICTIO J0 HaBYaHHS Ta 3aCBOEHHS aOCTPAKTHHUX IIOHSATH,
rpyOMMU aHOMAJTISIMU MOBH, PyXOBOIO HE3TPaOHICTIO, TPUMITUBHICTIO €MOIIii.

IMnpuHTHHT (aHen. imprinting — cio, 8i06umox) — y TeHETHIll — SBUIIIE,
KOJIM IUTHHA OJIEPKY€ OJMH Habip XPOMOCOM 3 0aThKiBCHKUM «IIO3HAYCHHSIM) JIe-
SKUX TEHIB, IHIINA HaOlp XpPOMOCOM — 3 MATEPUHCBHKUM «IO3HauYeHHAM». [lpu
YTBOPCHHI y HalllaJIka CTATEBUX KIIITHH TOIMEPEIHE «ITO3HAYCHHS» CTHPAETHCS, a
I€HU BU3HAYAIOThCA 3aHOBO, BIAMOBIIHO IO CTaTl JaHOTO OpraHizMy. Takum 4u-
HOM, JIesIKl Te€HHU, OJiep’KaHl B OJHOTO 3 0aTbKiB, MEepeOyBalOTh B HEAKTUBHOMY,
ab0 IMIIPUHTUHIOBOMY CTaHI.

Imnyasc (zam. impulsus — nowmosx) — y 0i070r1i — Hepeosuil imnynsc —
XBUJISL 30YIKEHHS, 110 PO3MOBCIOIKY€ETHCS 110 HEPBOBOMY BOJIOKHY.

ImnynabcuBHnl (zam. impulsus — nowmoex) — NOPUBYACTUHN, CXUITBHUM J1-
STH ITiJ1 BIULTABOM LMnyJibCy (IHB.).

In6puaunr (anen. inbreeding — po3sedenns 6cepeduni) — CXpelryBaHHS MixkK
CHOPITHEHUMH 0CO0aMHU y THX OPraHi3MiB, SIKI MPUPOTHO 3aILIiIHIOIOTHCS Tepe-
XPECHO.

IuBepcis (zam. inversio — nepecmaHogxka) — BUJ XPOMOCOMHOI adepauii
(muB.), 3a KO MEBHA AUIIHKA XPOMOCOMH MOBepHYyTa Ha 180°.

Iuriditopu (zam. inhibere — cmpumysamu) — pe4OBUHHU, 1O 3HUKYIOTh
HIBUAKICTH XIMIYHUX PEaKLii a00 MPUIUHSAIOTH iX.

InTerpanbuuii (zam. integer — yinut) — HEMOAUIBHO 3’ €HAHUMN, LIUTICHUH,
€IUHUMN.

InTenekr (nat. intellectus — mi3HaHHS, PO3YMIHHSA, CBIIOMICTh) — 37aTHICTh
JIIOJIMHU MUCIIUTH, HABYATHCS Ta MPUCTOCOBYBATUCH /10 YMOB HABKOJIMIIIHBOTO Ce-
PEIOBHINA, @ TAKOXK 3AaTHICTh PO3YMITH Ta KOHTPOJIIOBATH ceOe camy.

InTepdaza — nepion Mixk 1BOMA KIITHHHUMH TOJ1IJIAMHU.

InTpoBepcisa (zam. intro — eécepeduny + vertere — cnpsamosysamu) — CIpsi-

MyBaHHS 1HAMBIJOM CBOiX MEPEKUBAaHb Ta IHTEPECIB HA BJIACHUW BHYTPILIHINA CBIT
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JTYMOK, YSBJIEHb Ta MOYYTTIB, IO CYIPOBOKYETHCSA CIA0KICTIO KOHTAKTIB 3 OTO-
YYIOUHMHU.

IaTponn (zam. intro — écepeduny) — AUISHKU T'€HA, SIKI HE HECYTh I'€HETHY-
HOT iHpOopMaITii.

IndanTunizm (zam. infantilis — oumsuuir) — 1) 36epexxeHHs y gopociux ¢i-
3UYHUX Ta IICUXIYHUX PUC, XapaKTEPHUX ISl TUTAYOTO BIKY; 2) MOBEAIHKA AOPOC-
JI0T0, TT011I0HA IO TTOBEIHKY JUTHHU.

iPHK — indopmauiitna puboHykieiHOBa KuciaoTa (1HIIA Ha3Ba — MaTpUYHA
pubonykieinoBa kucinora, MmPHK), ToOTO Ta, sika TMEPEHOCUTh 1H(GOPMAIIIIO Bij
JIHK reniB no pubocom, ae Bi10yBaeThCs CUHTE3 O1JIKa.

Icrepis (ep. hystera — mamxka; esascanocs, wo icmepisi — HACIIOOK 3AX60-
PIOBAHHS MAMKU) — HEPBOBO-TICUXIYHE 3aXBOPIOBAHHS, SIKE XapaKTepU3YEThCS Jie-
MOHCTPAaTUBHUMU €MOLIIMHUMU pEaKIlisiMU, CyJIOMaMH, BTPATOI0 YYTIUBOCTI, TJIy-

XOTOI0, 3aTEMHEHHSIM CBIJIOMOCTI TOIIO.

Kapiotun (ep. karyon — s0po + typos — 3pazox) — AUIUIOIAHA CYKYITHICTh
XPOMOCOM OpTaHi3My, siIKka BU3HAYAETHCS X KUIBKICTIO, PO3MIPOM 1 OPMOIO.

Kapuunoma (ep. karkindma — pos3’ioaroua supaska, pax) — 310KiCHa MyX-
JMHA, PaK.

Karapakra (ep. katarrhaktés — crnadarouuii, sodocnad) — 3axBoproBaHHS
OYeH, SIKe XapaKTePU3YEThCS YaCTKOBHUM YW IOBHHM IMOMYTHIHHSAM KPHINTAJIUKA,
10 3HUXKYE TOCTPOTY 30pY aX JI0 MOBHOI MOTr0 BTPATH.

Kepuca — Ceiipa cuHApPOM — crajakoBa MNporpecyroya MITOXOHApiajibHA
XBOpO0a, sika po3BUBAETHCA 10 20-pIUHOrO BIKY. XapaKTepU3Y€EThCS TAKUMU KIli-
HIYHUMU TPOSIBAMU: Mionamia (11B.), 0OMEXKEHA PYXJIUBICTh OUYeH, YpakeHHS Ci-
TKIBKH, HEBPOJIOT1YHI MOPYIIEHHS (YHKIIH cepis, MOpYyIIeHHsS KOOpAUHAIl py-
X1B. 3yCTpI4arOThCs TAKOXK 3aTPUMKa POCTY, HEMPOCEHCOPHA TYrOBYXICTh, CYJJOMH,
HEJOYMKYBATICTh 1 T.II.

Kuon (ep. klon — cinka, nawadox) — reHETUYHO OAHOPIIHE MOTOMCTBO O/I-

Hi€T 0COOMHMU, SIKE€ YTBOPHUIIOCS HECTATEBUM IIISIXOM.
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Koa reneTnyHmii — cucrema 3anucy Ta 30epekeHHs TeHeTUYHO1 iH(popmarii
B MOJIEKYJIaX HYKJETHOBHX KUCJIOT Y BUTJISA/II TTOCTIJOBHOCTI HyK/1eomuoie (1uB.).

Konon — tpu cymixkuux Hykireomuou (nuB.) B mosekyni JJHK a6o iPHK
(MPHK) (niuB.), sIKi KOAYIOTh OJIHY 3 aMIHOKHCJIOT a00 1HII[IFOIOTh ITOYAaTOK YU 3a-
KiHYeHHs O10CHMHTEe3y OlJIKa.

KoabopoBa cainmora 3arajnbHa — BpPOPKEHA PIJKICHA HEJOCTATHICTH KO-
JbOPOCTIPUMMAHHSA, CHPUYUMHEHA 20MO3u2omHuUM (IUB.) CTAaHOM peuecUuHUxX
(1uB.) anenbHUX reHiB X- TaY-xpomocoM. [Ipu npoMy 4opHO-O11€ CHPUIAHATTS
30epiraeTbesl.

KoMmieMeHnTapHi reau (zam. complementum — donoeuenHs1) — nBa J0Mi-
HAHTHI HeaJleJIbHI TeHa, SIKI Hapi3HO HE BUSBJISAIOTH HIAKOI [1i, ajie pa3oM CIPUYH-
HSIOTH PO3BUTOK IIEBHOI O3HAKH.

Kommuiementapuictb (zam. complementum — donogHenHs1) — MpOCTOPOBA
BIJIMOBIAHICTh MOBEPXOHb B3a€EMOJIIIOYUX MOJIEKYJl YU IXHIX YaCTHH, SiKa MPUBO-
JUTH JI0 YTBOPEHHS BTOPMHHMX 3B'S3KiB. YHACIIJIOK KOMIJIEMEHTAPHOI B3a€MO/IIT
nypunosux 1 nipumiounogux (1uB.) ocHOB (A—T; I'-1]) yTBOpro€ThCS BTOPHUHHA
ctpyktypa monekynu JJHK — mozsiiina cripaib.

KonkopaautHicTh (zam. concordare — y3eo0arcyeamucs) — noaiOHICTh OJ1u-
3HIOKOBHX IIap CTOCOBHO TI€1 YU 1HIIO1 O3HAKHU.

Kow’wramis (zam. conjugatio — 3’coHanmus) — MonapHe TUMYACOBE 30JU-
YKEHHSI 20M0J102i4HuX (JTMB.) XPOMOCOM y MeH031, TiJl Yac sIKOro MOXJIMBUNA OOMIiH
TOMOJIOTTYHUMU JIJITHKAMU M1XXK HUMU (KpocuHz06ep — uB.).

Kopexuist (zam. correctio — sunpagnenus) — BUNIPABIICHHS.

Kopeasinist (zam. correlation — cniggioHowenHs, 63aEM038 430K) — B3aEM-
HUH 3B’ 30K, B3aEMO3aJIC)KHICTh, CITIBBITHOIIICHHS ITPEIMETIB, ABUIIl 200 TOHSTH.

KpoBHocnopinneHuii muir06 — nuiro0d MiXk poaudaMu, K1 MarOTh CITUIBHOTO
npeaKa.

Kpocunrosep (anen. crossing-over — nepexpecm) — OOMiH 1IGHTUYHUMU [Ti-
JSTHKaMU MK  Xpomamuoamu (AUB.) 20mo02iyHux (IUB.) XpPOMOCOM, SKi

KoH’tocyroms (1uB.) y npodasi [ meiiosy.
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Kpy3oHa cHHAPOM — ayTOCOMHO-JOMIHAHTHUN CHHIPOM, SKHH IMOJISTA€E Yy
HepeI4acHOMY 3aKpUTTI LIBIB Yepera, 1110 00MeXye Horo picT Ta NpU3BOAUTH 10
nedopmaiiii. OCHOBHI CHMIITOMHU: KOPOTKOT'OJIOBICTb, BUCOKMM dYepen KOHIYHOI
dbopmu, 3MIIIEHHS OYHHMX SIOJYK 32 MEX1 OYHUX 3alaJiiH, IMHUPOKO PO3TAIIOBaH1
04i, KOCOOKICTh, MUMOBUJIBHI PUTMIYHI KOJUBAJIbHI PyXH O4YEH, 30000 110HUIMA
HIC, Majia BEpXHs LIeJIena, pIaKl MHIonoai0H1 3you. XBopoda MOKe CyIpOBOIKY-
BaTHUCS IIIyXOTOIO, BPOPKEHUMHU BaJlaMH CEpIisi, pO3yMOBOIO BIJICTAIIICTIO.

KymyasituBHmii (1aT. cumulatio — HakONMYEeHHs) — Takui, M0 O0a3yeThCs

Ha HpI/IHI_[I/IHi HAaKOITN4YCHHSA 6YI[I>-1IOFO.

Jleranbuui (zam. letalis — cuepmenvuuil) — Takuid, 10 TPU3BOIUTH a00 3a-
BEPILYETHCS CMEPTIO.

Jlemma — Haixana cuHapoM — X-34€IUICHE PELECUBHE 3aXBOPHOBAHHS,
noB’s13aHe 3 AeiuToM (HEepMEHTY, 0 CIPUYUHIOE HAMIPHUN BMICT CEYOBOI KH-
cinotu B ceul. OCHOBHUMHU CHMIITOMaMHU XBOPOOU € YTBOPEHHSI CEYOBHX KaMEHiB,
MHUMOBIIBHI XOPEiUyH1 (IUB. X0opes) pyxu, mapajidi, po3yMoBa BiJCTalIiCTh, CaMO-
MOIIIKOJKEHHS TAJIbIIB Ta TY0 BHACTIAOK 1X KyCaHHS.

JlimocoMu — MITY4YHO CTBOPEHI KYJIbKH, OTOUYEHI MeMpaHoMnoai0HuM dhocdo-
JIOIJHUM TOJABIMHUM mapoM. BceepenuHl KyJdbKH 3HaXOIUThCA IeH ((parMeHt
JHK), sikuii HeoOX1JHO BBECTH B XKHBY KIITHHY. JlimocoMu 3MMAOTHCS 3 KIITH-
HaMU i TPOHUKAIOTH B HHX..

Jlokyc (zam. locus — micye) — Miciie po3TantyBaHHS TeHa B XpOMOCOMI (ZIMB.
TaKOX a/1e/1b T 2€H).

Jlopenca — MyHa CHHAPOM — CHajJKoBa XBOpoOa (30TagHO ayTOCOMHO-
pEIECUBHA), sIKa XapaKTEPU3YETHCS OKUPIHHSAM, BaaMH PO3BUTKY TOJIOBHOTO MO-
3Ky, L0 CIPUYUHIOE PO3YMOBY BIJICTATICTh, MOPYIICHHIMH 30pY 3 MOCTYIOBOIO

HOTro BTpaTo0, ieeKkTamu cepiis Ta KpyIHUX CYAUH.

Me3oexkTonepmaibHa auciuiasia — X-34eruieHa JOMIHAHTHA MaTOJIOTis,

SKa TOJIATAE Y MOPYLIEHH] PO3BUTKY CEPEAHBOIO IIAPY LIKIPH.
296



Meiio3 (ep. meiosis — 3mMeHuieHHs1) — MPoeC MOABIMHOIO MOAUTY sAJipa Oun-
J10i0HOT (TUB.) KIITHHHU, KOJU XPOMOCOMHU IOJBOIOIOTHCS JIMIIE OUH pa3, BHACHI-
JIOK YOr0 YTBOPIOETHCS YOTHPHU 2aAn0iOHI (IUB.) KIITUHU. Mel03 € OCHOBOIO 2a-
Memozene3sy (JIUB.).

Mirpens (¢p. migraine, 6i0 ep. hemicrania — 6inb y no108UHI 207108U) — 3a-
XBOPIOBAHHS, 110 TPOSBIISIETHCS] IOBTOPHUMH HAMaJIaMH CUILHOTO TOJIOBHOTO 00-
0. Hanmaau BUHHMKAIOTH 3 4AaCTOTOIO BiJl KUIBKOX pa3 Ha JeHb JO OJIHOTO pa3y Ha
pik. ITpOBOKyIOUMMH YMHHUKAMH MOXYTb OyTH CTpec, yTOMa, HEAOCTAaTHIA 4H
HaJMIPHUM COH, 3MiHA MOT'OJ/IM, IEBHI 3allaXW TOIIIO.

MiokyoHasbHa (ep. mys — m n3 + Klonos — 6e3nadnuii pyx, memyuirs) emi-
Jgemncia (epilépsia — cXomitoBaHHs) 3 «PBAaHUMU» YEPBOHUMH M’ SI30BUMH BOJIOK-
HAaMU — OJTHA 13 CMAJKOBHUX (DOPM MITOXOHAPIATLHUX MATOJOT1H TOJIOBHOTO MO3KY.
[IposiBNII€THCS B MOJIOJIOMY Billl. Y BHUMAAKY TSKKOTO Mepediry XBopoOH IIBUIKO
HACTyIa€ CMEPTh BHACIIJIOK €NIJIENITUYHOIO CTaHy (AUB. eniiencisa) abo quXalib-
HOT HEIOCTAaTHOCTI.

Miomnartii (ep. mys — m a3 + pathos — xeopoba) — pi3HOpiIHA T'pyTa 3aXBO-
pIOBaHb, SIKI YPaKyHOTh MEPEBAXKHO BOJIOKHA CKENETHUX M s31B. CIOIu BXOMSTH
M’s130B1 oucmpoghii (vB.), BpOJKEHI, 3anaibHi, METa0OJ1YHI Ta TOKCUKO3HI MiO-
narii.

MioToniuna guctpodis (ep. mys — v 513 + tOnos — nanpyorcenns) — Ongna 3
HaWOLIbIIE PO3MOBCIOIKEHUX (POPM CMagKOBOI M’SI30BOi ducmpoghii (1vB.) y 10-
pOCHHX, KA YCHAAKOBYETHCS 32 ayTOCOMHO-TOMIHAHTHUM THUIIOM 1 HAJEXHUTh J0
XBOPOO excnancii (muB.). [IposiBnsieTbest 3BuuaitHo B iHTepBa 20-30 pokiB 03Ha-
KaMH YPaKEHHsI PI3HUX CHCTEM OpraHiB: 3MEHIIEHHSIM Macu M’s31B KiHIIBOK, 00-
JUYYs, TIIOTKH Ta IUXaJIbHUX M’SI31B; IPOrPECYIOUOIO CIA0ICTIO Ta YIOBIIbHEHHAM
pyXiB; (DYHKI[IOHAJIbBHUMH BaJlaMU Ceplisl; MOPYUICHHSIMU MOTOPHUKHU IITyHKOBO-
KHILKOBOI'O TPAKTY; NICUXIYHUMH aHOMAMIsIMU (0ailAyKiCTh, IENpeCis, MaIHH pi-
BHS 1HTEJICKTY); BaJlaMU 30Dy, CIyXYy, UYKposum Oiabemom (IUB.) Ta IHITUMHU YU-

CJICHHUMHU NOpYIIEeHHsIMU. [HIIa Ha3Ba marosorii — xBopoOa Ll reiinepra.
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MiTto3 (ep. mitos — Humka) — OCHOBHHI crocid MOy eyKapiOTUYHUX KJIi-
THH, IO CYIIPOBOJIKYETHCS TTOJIBOEHHAM XPOMOCOM Ta TOUHHUM X PO3MOIIIOM MIX
JOYIpHIMU KIIITHHAMU. B pe3ynbTaTi MITO3Y 13 OJIHIET OUNA0iOHOI (1UB.) KIITUHUA
YTBOPIOETHCS JIBI HOB1 JUIUIOINHI KIITHHU. MiT03 3a0e3reuye picT opraHizmy Ta
pezenepayiro (B.) YIIKOJKEHUX TKAHUH.

MirtoxonapiaabHi enHnedanomionarii — rpyma cHaakoBHX XBOpPOO,
MOB’SI3aHUX 3 TMOPYIICHHAMH TUXAIbHUX (YHKIIM MITOXOHIpPiH, BHACIIIOK YOTO
YPAXKYIOTbCSI YUCJIEHHI CUCTEMH OpPraHiB OpraHi3My. Y OCHOBI MOpYIIEHb 3BUYAii-
HO JIeXaTh MyTallll TeHIB MITOXOHJPiaJIbHOIO T€HOMY. 3aXBOPIOBaHHS, SIK IPABU-
JI0, IPOSIBIISIETHCA B IUTAYOMY Billl. XapaKTEPHUMHU CUMIITOMaMH HOTO € oOMexe-
HICTh PYXJIMBOCTI OUei, MOpyLIEeHHS (PYHKIIIH cepiis, HEHPOCEHCOPHA TYTOBYXICTb,
BaJIM 30py 4Yepe3 YPaKECHHsI CITKIBKH, TOPYIICHHS KOOPAMHAIIT PyXiB, PAlTOBI Cy-
JnoMu Toio. Jlo MiTOXOHIpianbHUX eHlledanomionaTiii BigHOCAThCS cuHApoM Ke-
pHca — Ceiipa, xBopoba Jlebepa, xBopoba Jles Ta iHmi.

MHOKMHHUH ajiedi3M — SBMINE, KOJIW IEBHUM I'eH Ma€e OUIbIIe, HDK JBa
anena (OUB.), IPUKJIAJIOM YOTO MOXE CIYTyBaTH T'€HETHIHUN KOHTPOJIb TPy KPO-
Bl y JIFOAWHH, KOJKHA 3 SIKMX BU3HAYAIOTHCS KOMOIHAITIEI0 ABOX ayelIel 13 TPhOX ic-
HYHOUYHUX — IA, I , 1°.

MopaudikoBanuii (nar. modificatio — 3MiHIOBaHHS) — BU03MIHCHUMN, TIEpe-
TBOPEHUH, TaKuH, 1110 HA0YB HOBUX BJIACTHUBOCTEH.

Mo3zaiunuii (¢p. mosaique — kapmura i3 bapsucmux Kaminyie) — CTPOKa-
TUW, TAKUM, 1110 CKIAJAETHCS 13 PISHOPIAHUX YACTUH (Y JAHOMY BUIAJKY — KIIITHH,
K1 BIIPI3HAIOTHCS T€HETUYHO ).

MoHros10iqHuii po3pi3 ovei — ONMyIEHHS BHYTPILIHIX KyTiB OYHUX LIUIHH.

MonoMepHu (ep. monos — 00uH, €ounuil + meros — vacmuna) — PCUYOBUHH,
MOJICKYJIM SKUX 37aTHI pearyBaTh MK co00r0 a00 3 MOJIEKYJIaMH 1HIIIUX PEUYOBHH,
YTBOPIOKOYH noJiimepu (AUB.).

Monomepist (ep. monos — 00uH, €Ounull + MEros — yacmuHa) — y TCHETHIIl —

3aJIeKHICTh O3HAKU B1Jl OJHIET Mapu anesel (IUB. noaimepin).
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MonocomMuk (ep. monos — 00uH, €OunHull + soma — mino) — opraizm ado
KJIITHHA, Y KaplOTHII1 SKUX BIJACYTHS 0jJHA Xpomocoma (2n — 1).

Mopddorennuii (ep. morphé — popma + genes — nopodscyrouuti) — Takui,
10 CIIPUYHMHIOE YTBOPEHHS HOBUX (OpM (TKaHUH, OPTaHiB TOIIO).

MPHK — matpuuna puboHyKieiHOBa KuciIoTa (iHIIa Ha3Ba — iHGOpMaIliiiHa
puOOHyKJIeiHOBa kucnoTa, iPHK — nus.).

Myxkomnosicaxapuao3m — crajakoBi XBopoou, 00yMoBiieH1 1eeKTOM OJHO-
ro 3 JII30COMHUX (PEPMEHTIB, AKI OepyTh ydyacTb B OOMIHI MYKOMOJIiCaxapHIiB, 3
HAKOIMMYEHHSM OCTaHHIX B OpraHax i TKaHWHaX (KiCTKax, Cyrio0ax, MediHili, o9ax,
cepIll, eHTpaIbHIN HEPBOBIKM cucTemi). MyKomoJicaxapuan — xKelaenoaioH1 pevo-
BUHH, SKi BXOAATH JI0 CKJIQAy CTIOJYYHHUX TKAHWH 1 BUKOHYIOTH POJIb MPUPOTHOTO
MacCTHUJIBHOTO MaTepiany. MyKomoiicaxapuao3u CympOBOIKYIOThCS TSKKUMH JI€-
dbopmartisiMu ckeneta (roJioBH, TyinyOa, KIHIIIBOK), OOMEXKEHOK PYXJIUBICTIO CYyT-
71001B, BaJlaMH 30py Ta CIYyXy, a TAKOK BHYTPILIHIX OpraHiB (cepis, MEYIHKU TO-
110), 3aTPUMKOIO (DI3UYHOTO Ta MCUXIYHOTO PO3BUTKY.

Myrtarenu (zam. mutatio — nepemina, 3mina + 2p. gENEs — HOPOOAHCYIOUULL) —
dakTopu XiMidHOI, (I3UIHOI YU O10JO0TIYHOT MPUPOH, K1 3MaTHI CIPUUYUHIOBATH
MyTaIlii.

Myrauisa (zam. mutatio — nepemina, 3mina) — CriajIkoBa 3MiHa reHa, CTPYK-
Typu ab0 KUTBKOCTI XpOMOCOM, 11O BILJTUBA€E HA TPOSB MEBHOI O3HAKU UM KUIHKOX

O3HAaK.

Hapxomamnis (ep. narké — 3ayineninna + mania — npucmpacms) — cmepTe-
JLHO HeOe3neuHa XxBopoOa, sika XapaKTepU3yeThCd HEnepeOOpHUM BAOJICHHSIM 0
HApKOTUYHHUX PEYOBHH, SKI B MaJIMX JI03aX BUKIHMKAIOTH elghopito (1uB.), a B Be-
JIUKUX — OTJTYIICHHS, HAPKOTHYHHI COH.

HeaneJbHi reHM — reHy, pO3TalllOBaHI B HETOTOXHUX JIOKyCaX 20M0102i4-

Hux (JIMB.) XpOMOCOM YH B3araji B pi3HUX XpOMOCOMaXx.
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HeBpotumusm (ep. neuron — Hepg) — OJIHA 13 CKJIaJ0BUX TEMIIEPAMEHTY, 1110
XapaKTEePU3YEThCS PIBHEM €MOIIIMHHUX MPOIECIB, IKI OOMEXKYIOThCS 3AaTHICTIO 10
CaMOOI[IHKHU Ta 00E€PEKHICTIO.

Heiiporpancmitepu (ep. neuron — xepg + 1am. transmittere — nepedasamu)
— 010JIOT1YHO aKTHUBHI PEUOBUHH (TIEPEBAKHO 2OPMOHU — JTUB.), K1 OEPYTh y4acTh
y mepenadi 30y PKeHHS MK HEpBOBUMH KJIITHHAMU, a TAKOXK BiJl HEPBOBOI KIIITHHH
70 «po00Yoro» oprany (M’si3a, 3aJI034 TOIIIO).

Hedgporennmnii (rp. nephros — Hupka + genesis — 6UHUKHEHHs) — TaKUH, 1110
CTOCYETHCSI HUPOK.

Hopma peaxuii — ¢peHoTumnHa peaxiiisi cenomuny (1uB.) OpraHiaMy Ha KOH-
KpPETHI YMOBH OTOYYIOUOI'0 CEPEIOBHILIA.

HyxkaeinoBi kuciaoru — dhochopoBmicHi Hiononimepu (nuB.), MO CKiIaaa-
I0TbCSl 3 HyKkaeomuodie (nuB.). Po3pizHsAOTh ne3okcupubonykieinoBy (AHK —
muB.) Ta pubonykieinoBi kuciaotu (PHK — nus.). JIHK 3Bu4aitHO TBOJAHITIOKKOBI,
a PHK — nepeBakHO OHOJIAHITIOKKOBI.

Hyxkaeormam — monomepu (nuB.) HykineiHoBux kucior (JHK, PHK —
JIB.), SIKI CKJIAJIAFOTHCS 13 a30THOI OCHOBU (MYpPUHO60T YN NIpUMIOUHO060I — NTHB.),
BYIUICBOJHOTO KOMIOHEHTY (pu0O03H 4M AE30KCUPHO03H) Ta 3auIKy (hochopHOi
KHUCITOTH.

OBorene3 (zam. ovum — suye + 2p. genesis — UHUKHEHHS) — TIPOIEC PO3BU-
TKY Ta JI03pI1BaHHS )KIHOUMX T'aMeT.

O3Haku, 34enJieHi 3i CTATTI0O — O3HAKU, KOHTPOJILOBaHI T€HAMH, 1110 PO3-
TalIoBaH1 B CTATEBUX XPOMOCOMAX.

O3Haku, He 34YeIlVIeHi 3i CTATTI0O — O3HAKHU, KOHTPOJIbOBaHI I'€HAMH, W10
po3tamioBaHi B aymocomax (nuB.). DEeHOTUITHUI TIPOSB WX O3HAK HE 3AJICKUTH
BIJI CTaTI.

OunopaiiTa CHHAPOM — CIIaJIKOBA MATOJIOT1S, SIKA MOJISATAE y MOPYLIEHH] Py-
HKIII €HIOKPUHHOI CHUCTEMH, aHOMAJIsIX PO3BUTKY KICTKOBOI TKAHMHU OKPEMHX
KICTOK CKEJIETy 3 YaCTKOBOIO 3aMIHOIO ii Ha XPAIIOBY, 10 COPUYUHIOE aedopma-

L0 Ta MEPEIOMH LIUX KICTOK. XBOP0OOa CyNpOBOIKYETHCS MITMEHTALIE0 OKPEMHX
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JTUISTHOK HIKIpU. Y XBOPHUX JIBYATOK CIIOCTEPIraeThCs MEpEeJYacHe CTaTeBe J03pi-
BaHHA. TUIl ycriaJKyBaHHSI HE BU3SHAUEHO.

Ouairodpenis (ep. oligos — manuii + phrén — po3ym) — rpyna XxBopoOJIMBUX
CTaHiB, HAOYTUX YM CIMAJKOBUX, SIKI XapaKTEPHU3YIOThCA 3arajJbHUM HEIOPO3BHT-
KOM TICUXIKH 3 MEPEBAKAHHIM 1HTEJIEKTYaIbHOT HEJJOCTATHOCTI.

OmnepoHn (zam. operatio — 0is) — CyKYIHICTb CTPYKTYPHHUX Ta PETYISATOPHUX
TeHiB, MO0 (QYHKIIIOHYIOTh SIK €IMHE II1JIE.

OpoTtoBa anuaypis (zam. acidus — kucauti + urina — ceya) — CaJkoBa XBo-
poba mopyIieHHsT nipumiounoeozo (muB.) oOMiHY 4epe3 BTpaTy (PYHKIIHA JBOX
dbepMeHTIB, SIKI IPUYETHI 10 CUHTE3Y OPOTOBOI KHCIOTH (BiTamiH Bi; — momepe-
JHUK TIPUMIJUHOBUX OCHOB HYKJIETHOBUX KHUCJOT). BHacnigok 1bOro B cedi XBO-
POTO HAKOMUYYETHCSI OpOTOBa KucioTa. KoHteHTparlis ii 3011bIIy€ThCS Y BUMAAKY
BXKMBAHHS y 1Ky M SICHUX MPOJAYKTIB. Y TUTSAYOMY Bl 1€ TPU3BOJIUTH JI0 BijCTa-
BaHHS Y POCTI Ta JO PO3BUTKY MErajoOJacTHYHOI aHEeMii, sIKa XapaKTepU3y€EThCA
KUTBLIEBUMU CTICIU(PIYHUMU MyXJIMHAMH, HEHPOCEHCOPHOIO TYTOBYXICTIO, TIPOTpe-
CUBHOIO ampodghicio (11B.) 30pOBUX HEPBIB, 3MIIIEHHSAM BHYTPIIIHIX OpraHiB, Ha-
Opsikamu, BPO/UKEHUMU BajlaMu Cepiisl. XBOP1 UYTIUBI 0 1HPEKIIMHUX 3aXBOPIO-
BaHb.

OcepenxoBa Me30eKTOlepMabHAa JHCIIA3isi — X-34YeTIeHa ayTOCOMHO-
JIOMIHaHTHa XBOPOOa 3 JICTaJIbHICTIO JUIS IJIOAIB YOJIOBIYOi CTaTi, IO BiJioMa Ta-
KOX SIK cunopom I'onemya. OCHOBHI CUMIITOMHU 3aXBOPIOBAHHS: YMCIEHHI JIHINAHI
a0o0 ciT4acTl IUISHKH TOHKOI IIKIPY 3 BUIIMHAHHAMM KAPOBOI KIITKOBUHU; NTOBHA
BIJICYTHICTh WIKIPM HA JEAKUX AUISTHKAX Tija; MOPYIICHHS MirMEHTaIlll IIKIPH;
MHOXHWHHI1 haninomu (AUB.) HA CIM30BUX 000JIOHKAX, a TAKOXK HA IIKIP1 MaXBOBUX
SMOK, Taxy Ta HaBKOJIO ITyIKa; HaIMIpHE 3POTOBIHHS JNESIKUX JUISTHOK IIKIPU Y
BUTJISITII OyJIBOOYOK; piJIKE, JIOMKE Ta TMOBUIBHO POCTY4Y€ BOJIOCCS; Oucmpodghis
(uB.) abo BIJICYTHICTH HITTIB. XBopoOa CyNMpOBOIKYETHCS AehopMallisiMU Ta 1H-
MIMMH BaJlaMU CKEJIETy, 10 CIPUYUHIOE HU3BKUMA 3PICT, aCUMETPII0 00IHMuYs, TY-
nay0a Ta KiHI[IBOK, 3MEHIIICHHS YM 30UIbIICHHS KIJTLKOCT1 MaJIbIIB Ta X 3pOIIECHHS 1

T.11. HasBHI 3Ha4H1 aHOMaITii 04el Ta 3y0iB — Bij pi3sHOMAHITHUX Aedopmariiii 10
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MOBHOI iX BIJICYTHOCTI, BaJH CEPIS Ta CEYOBUAUIBHOI CUCTEMH, TIIyX0Ta. XBOp1 Ha
cuHpoM ['onbTIA BIJ3HAYAIOTHCS PO3YMOBOIO BiACTAICTIO. O3HaKU XBOPOOH BH-
SBJIAIOTHCS IPU HAPOXKEHHI a00 y MepIl JTHI KUTTS AUTHHHU.

Ocreorenes (ep. ostéon — xicmka + genesis — uHuKHeHHs) — Tporiec Gop-

MYBAaHHA KICTKOBO1 TKAHWHH Ta CKCJICTY.

IMamninoma (zam. papilla — cocox + ep. oma — nyxauna) — HE3NMOSKICHA TTyX-
JMHA MWIKIpU 200 CIM30BOi OOOJOHKH, SIKa BUCTYIA€E HAJ ii MOBEPXHEIO y BUIIIAI
COCOYKa; POJANMKA.

IlaTorene3 (ep. pathos — xeopoba + genesis — GuHUKHEHHS) — CYKYITHICTh
IPOLIECIB, SIKI BU3HAYAIOTh BUHUKHEHHS, IEPeOIr Ta 3aBepIIECHHS XBOPOOH.

Ilenapena cuHAPOM — ayTOCOMHO-pPELIECUBHA NATOJIOTIS, OCHOBHUMH IIPO-
SBaMH SIKOi € MpOorpecyrodya HEHPOCEHCOPHA TYTOBYXICTh (BUSIBISETHCS BiJl HApO-
JUKEHHS! a00 B paHHbOMY JUTHUHCTBI), 30UIbILIEHHS PO3MIPIB IIUTONOIOHOT 3aJ103U
(moumHa€eThCs 3 5-8 POKiB) 31 30epekeHHAM GYHKIIIHN y OUThIIOCTI BUMAIKiB. [HKO-
JIY 3yCTPIYAETHCS PO3YMOBA BIJICTAIICTh.

IleneTpanTHicTh (am. penetrantis — docaearouuii) — 9acTota HEHOTUITHOTO
MPOSBY T'€HA, 1110 BU3HAYAETHCS KUIBKICTIO OCOOMH 3 TIPOSIBIICHOI0 O3HAKOIO MOPIB-
HSIHO 3 YKCJIOM yCiX OCOOHMH, 5IKl1 HECYTh JJAHUM T'€H.

IHenTuam (ep. peptos — nepempagnenuti) — Te, MO ¥ norinenmudu (IuB.).

IlepunaranbHuuii (ep. peri — Haskono, 6ina + natalis — mou, wo cmocyemo-
Csl HapOOJiceHHs) — TaKuH, 110 Ma€ BIIHOUIEHHS 0 NepioAy Oe3nocepeHbo nepen
HAPOJKEHHSIM, BJIaCHE HAPOHKEHHS Ta MEPIIOTO THXKHS KUTTH.

Iepionnununii mapaniv — 3aranbHa Ha3Ba META0OJIIYHUX Mionamiu (14B.),
K1 TIPOSIBJSIOTHCS TMOBTOPHUMHM HamajamMu M S30BOi CIAOKOCTI, CIPUYUHEHUMU
3MiHaMH BMICTY 10HIB KaJlif0 B KpOBi. BUIUISAIOTE EpBUHHY (POpMY MEPIOTUIHOTO
napaiidy, Kka Ma€ ayTOCOMHO-JJOMIHAHTHY CHAaJKOBY NMPUPOAY Ta MPOSIBISIETHCS Y
Biti 710 20 pokiB. BropunHa ¢opMa mnepiogMdHOro mapaiidyy Moxke OyTH CIIpHYH-

HEHa PI3HUMU MATOJOTTYHUMU CTAHAMH.
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IlirmeHTHMI PeTHMHIT — cHaakoBi Je(eKTH CITKIBKH, IO CIPHUYUHIOIOTH
3HIKEHHSI HIYHOTO 30pY, 3BY>KEHHS 30pOBHUX IOJIB 3 MOJAIBIIOI MTPOrPECYIOU0I0
BTPATOIO 30pY /10 MOBHOI CIINOTH. Bi10MO KiJIbKa FeHETUYHUX (POPM MIrMEHTHOTO
PETUHITY 3 PI3HUM CTyNeHeM TshkKocTi. Haltwactimre (o 80% BumnazakiB) 3ycTpiva-
€ThCSI AyTOCOMHO-pelleCuBHA (hopMa MATOJIOT1i, SIKa MOYMHAE TPOSBIISTUCS MICIA
10-piuHOroO BIKY.

IlipumMigMHOBI OCHOBM — TOXiJHI OPraHIYHOI IUKIIIYHOI CIOIYKH MipUMIi-
TVHY — WUMO3UH, YPAUU1 ma Mmumit, siki BXOASITHh 0 CKIAAy HYKICTHOBUX KHUC-
JIOT, BITAMIHIB Ta IHIINUX 010JIOTTYHO BaXKJIMBHUX PEYOBUH.

Ilna3miam (ep. plasma — ymeip) — 1M103aXpOMOCOMHI YHHHUKHU CIIaJIKOBOCTI,
T€HETUYHI €JIEMEHTH, 3/1aTHI CTAOUIbHO ICHYBaTHU B KIIITHHI B aBTOHOMHOMY, HE
OB’ 3aHOMY 3 XpOMOCOMaMH, CTaHl. /o mia3min BiZHOCATh T€HETHYHHI arapar
KJIITHHHUX OPraHoifiB (MITOXOHJPIA Ta MJIACTHM), a TAKOX I'PYIH 34YEIUICHHS, 1110
HE € KUTTEBO BAXKIUBUMU JIJISl KIITUH, SIKI MICTATH 1X. 3 OCTaHHIX HalKpalie BU-
BUYEHI PI3HOMAHITHI OakTepiiHl Iiasmian, Hanmpukiaa, (gakropu GepTHIBHOCTI
(31aTHOCTI 1aBaTH MOTOMCTBO), (DAKTOPH CTIMKOCTI J0 JIKIB TOIIO. 3HAYHA YaCTH-
Ha IIa3MiJ € KUIbIIEBUMH ABOJaHIoroBuMu Mosekyinamu JIHK. Bonm mmpoko
MpeACTaBIIeHI B )KUBUX KIITHHAX (Y TOMY YUCJI1 BUIIMX OPTaHi3MiB) Ta IHTCHCUBHO
BUKOPUCTOBYIOTHCS B FT€HETUYHUX JOCIIJDKEHHSX Ta F€HHIN 1HXXEHepIi K NepeHo-
cauku uyxopigHoi JJHK (nuB. — eexkmop).

IlneitoTponis (ep. pléidon — Ginbw uucnennuii + trépos — HanpPAMoK, cnpamy-
6aHHs) — MHOKMHHA JIisl T€Ha, 3/IaTHICTh WOTO BIUIMBATH HA Psj O3HAK. SBwIIe
ieiorpomnii 00OyMOBJIEHO TUM, IO TEHOTHUIl € CUCTEMOIO T'€HIB, 1[0 B3a€EMOIIOThH
Ha PIBHI NPOJYKTIB PeaKiid, KOHTPOJIbOBAHUX HUMHU. [IpaKTUUHO KOXKHUU I'eH KO-
HTPOJIIOE TIEBHUM €Tam MeTaboJi3My, a 0araroeTanHiCTh Ta PO3TallyKeHICTh MeTa-
OOJIYHUX JIAHITIOTIB y KJIITHHI MIPU3BOJMUTH JI0 TOTO, IO MOPYIICHHS METa00J1i3My
Ha OJIHOMY eTami (MyTailisi B OJJHOMY I'€Hl) HEMUHYYE€ MO3HAYAETHCS Ha MOAAJIb-
IMX eTafnax, a OTKe, 1 Ha IEKUThKOX eJIeMEHTapHUX O3HaKax. [[puunHO0 mieiior-
pomii Moxke OyTH TaKOX y4acTh MPOAYKTY (¢hepmenmy — nvB.) OMHOTO IreHa B Je-

KUIBKOX O10XIMIYHHX PEAKIISX.
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IMoairenna o3naka (ep. polys — 6baecamo) — o3Haka, sika KOHTPOJIOEThCS Oa-
raThbMa HealeibHUMU 2eHamu (IUB.).

Hoaigakruais (ep. polys — 6aeamo + daktilos — naneys) — aBunie cnagko-
BOTO 30UTBIIIEHHS KUTBKOCTI MaJIbIIiB HA KUCTAX Ta/abo cTomax.

Iloaimepis (ep. polys — 6aecamo + meros — yacmuna) — BUBHAYCHICTh MEBHOT
(mepeBa)KHO KIJIBKICHO1) O3HAKH KUIbKOMA HealelbHumu 2eHamu (AvB.), 1HIAUBI-
TyaibHa Jis SKUX 3BHYAHO HE3HAUHA, ajie B3A€MHO IT1JICHITIOEThCS.

Ioaimopgizm xBopobdu (ep. poly — 6aecamo + morphé — ghopma) — uucnen-
HICTh KJTIHIYHUX O3HaK Ta Ja00paTOPHUX MOKAa3HHUKIB OYy/b-SKOTO 3aXBOPIOBAHHS,
a TAaKOX PI3HOMAHITHICTb 1X MPOSBY.

HoaimopdHnicTs — Te came, O i noIMOPDizM (TUB.).

Hoainentuam (ep. poly — 6aeamo + ep. peptos — nepempasnenuii) — Te, 1O
W menmuou — a30TOBMICHI PEUYOBHHH, SKI CKJIAJAIOThCA 3 HEBEJIUKOI KUIBKOCTI
aAMIHOKHCJIOTHUX 3aJIMIIKIB 1 B CTPYKTYPHOMY BIJIHOLIEHHI 3aiMalOTh MPOMIXKHE
CTAHOBHIIIC MDDK aMiHOKHCJIOTaMu Ta OinkamMu. BoHM BXOAsATh 10 CKiIamy O1NIKIB,
ajie BUSIBJICHI TaKOXX Y BUIbHOMY CTaHi.

HMoainuoinis (ep. polyploos — 6acamo pasie + €idos — 6u0) — sABUIIE Kpat-
HOTO 30UIBIIICHHS KUIBKOCTI XPOMOCOM Y KapiOTHUITI OPraHi3My YU KIIITHHHU.

Honyasiuis (zam. populus — nacenenns, Hapoo) — CyKynHICTb OCOOUH OJI-
HOTO BHJIY, SKa JIOBIUI Yac iICHY€ Yy TIEBHOMY IIPOCTOPi Ta BIATBOPIOE ceOe MpoTsi-
TOM YHCJICHHUX ITOKOJiHb.

Iopgipia — rpyna cnagkoBuxX MNATOJIOTIH, SIKI MOJISITAIOTH Yy MOPYILEHH]
KPOBOTBOPEHHS 1 XapaKTEePHU3YIOThCS PIZHOMAHITHUMU TSHKKUMU YPaKECHHSIMU
IIKIPY BHACHIAOK ii MIJBMILEHOI YYyTJIMBOCTI O COHSYHOIO CBITJIA, PO3JIaJlaMU
TpaBJICHHS, HEBPOJIOTIYHUMHU aHOMAJTIsIMU (maxikapodia — nuB., apTepiajibHa 2i-
nepmen3isa — NUB., Iapaiiy, ICUX03H, BTpaTa CB1JIOMOCTI).

IIpenaTanbHa (1am. prae — do, nepeo + natalis — nos’sz3anuii 3 HapooHcen-
Ham) piarHocTuka (ep. diagnostikos — 30amuuii posniznasamu) — 3acTOCyBaHHS
CIieLiaJIbHUX METO/IIB JIJIs BU3HAYEHHS HAsSBHOCTI CHAaJKOBOI XBOpPOOU abo MpHUpo-

JOKEHOT BaJId PO3BUTKY IUJIOAY.
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Ipenaranbuuii (zam. prae — 0o, neped + natalis — nog’sizanuii 3 Hapo-
OoicenHsaM) MePio — MepioJi BHYTPIIIHBOYTPOOHOTO PO3BUTKY JIFOJMHU Ta TBAPHH.

IIpo6ana (#im. Proband — suxiona ocoba 6 pooosoodi) — ocoba, sika 3BEpHY-
Jacsi 3a JOTIOMOT'O10 /10 MEJIMKO-TeHETUYHOT KOHCYJIbTaIlll Ta B/l SIKOT TOYMHAETHCS
CKJIQJIJaHHS POJIOBOJTY.

IIporpenieHTHICTH XBOpOOU (am. pro — snepeod + gradientis — kpoxyroyuil)
— mepeOir 3aXBOPIOBAHHS 3 MOCTIHHUM TOTIPIIEHHSM 3arajibHOTO CTaHy Ta 3 Hapo-
CTaHHSM HETaTUBHUX CUMNMOMIE (JIUB.).

Ipodinakruka (ep. prophylakticos — 3anobixcuuit) — B MEIUIMHI — CHCTE-
Ma 3aXO[IB /IS MOINEpeHKEHHS 3aXBOPIOBaHb, 30€peKEeHHS 370POB’ Sl Ta MPOIOB-
YKEHHS KUTTS JIFOTHHH.

Icuxoneniku (ep. psyche — oywa + delia — ino3ia) — pedoBuHH, SKI BU-
KJIMKAIOTh 30pOB1 Ta CIIyXOBI TajiOLMHAII, MOPYUIEHHS THaMm’sTI Ta MHCIEHHS,
IIPOCTOPOBI Ta 4acOBI CIIOTBOPEHHS, 3MIHHM B €MOIIIHIN cdepi Ta po3iaan moBemdi-
HKH.

Ilcuxo3 (ep. psyché — oywa) — ramboOKuil po3naja MCUXIKHU, SKUW TOJATaE y
HEBIJIMOBITHOMY CHPHUHSTTI PEABHOTO CBITY 3 MOPYIICHHSIM MOBEHAIHKUA Ta 3Mi-
HAMU TICUXIYHHUX IMPOIIECIB, IO CYHPOBOKYIOTHCS TAIIOLMHALISMU, MasyHEIO,
CyJIOMaMH, 3aTbMapeHHsIM CB1JJOMOCTI TOIIIO.

Ilcuxonarisi (ep. psyché — oywa + pathos — xéopo6a) — anomanii xapakre-
Py, SIKI COPUYMHEH] BPOJKEHUMHU a00 Ha0YyTUMHM (BHACHIAOK (I3UYHMX YU MCUXIY-
HUX TPaBM, OTPY€HB, XBOPOO TOIO) MOPYIICHHIMH HEPBOBOI CHCTEMH Ta 3HAYHO
YTPYAHIOIOTH COLIANIbHY aIaNTallil0 XBOPOT JIFOAUHH.

IcuxoTunusm (ep. psyché — dywa) — ogHa 13 CKIaJ0BUX TEMIIEPaMEHTY,
KA XapaKTepU3y€E€ThCsl arpeCUBHICTIO, e2oueHmpuimom (IUB.), HE3ATHICTIO O
CITIIBIIEPEKUBAHHS, XOJIOIHICTIO, ajie 3IaTHICTIO JI0 TBOPYOI JMISIIBHOCTI.

Ilcopia3 (ep. psoriasis — kopocma) — OJIHE 13 HAUOLIbIIE PO3MOBCIOIHKEHUX
3aXBOPIOBAaHb IIKIPU; MOKIIMBE YPAKEHHS HITTIB Ta CYrio00iB. Y OUIBIIOCTI BHMa-
JIKIB BUHHMKae y Bili A0 30 pokiB He3alle:KHO Bija ctaTi. Po3BuUTKY XBOpoOuU cripusi-

I0Th IMyHHI Ta €HJOKPUHHI pO3Ja/id, @ TAKOXK 3aXBOPIOBAHHSA MEYIHKHU Ta 1H(EKIIi.
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ITyprHOBI 0CHOBM — ITOX1/IHI OPTraHIYHO1 [IUKJIIYHOI CIIOJIYKHU IIypUHY — ade-
HiH Ta 2yanin (IUB.), K1 BXOASTH 0 CKJIaJy HYKJIETHOBUX KHCIIOT Ta YUCIIEHHUX

¢hepmenmie (uB.).

Peabinitauis (zam re — 3no8y + habilitas — 30amuicms) — y MeIULIMHI — CY-
KyIHICTh 3aX0/[lIB, CIIPSIMOBAaHUX HA BIJHOBJICHHS MOPYIICHUX (DYHKLINA OpraHizmy
Ta Mpane3aaTHOCTI XBOPHUX YW 1HBATIIB.

PesMmaroinnuii apTpur (ep. arthron — cyeno6 + itis — sananeruii npoyec) —
MyJIbTU(AKTOPHA XBOPOOA 13 CHIAJKOBOIO CXUJIBHICTIO, SIKA TOJSATAE Y 3aaIbHOMY
YpaKE€HHS CIIOJYYHUX TKaHUH Y MepIly dyepry ApiOHUX CYrio0iB KHCTEH Ta CTOT.
[TouaTkOBMMU O3HAKaMU 3aXBOPIOBAHHS € OUIb y Cyryio0ax Mpu pyxax, a MoTiM 1y
CIIOKO1, OMyXaHHs, PaHKOBAa CKOBAHICTh PyXiB, MOCTYIOBa Jedopmarltis Cyrioois.
CrioctepiratloThCsl TaKOK 1HTOKCHKAITIS Ta MPOIMACHUIIS PI3HOT CHUJIH.

Perenepanis (zam. regeneratio — 6i0H081eHHs) — B 010J0T11 — B1JIHOBJICHHS
OpraHi3MOM BTPAaY€HUX YU TMOIIKOXKEHUX OPTaHiB 1 TKAaHWH, a TAKOK B1THOBIICHHS
L1JIOT0 OPraHi3My i3 HOT0 YaCTHHH.

PeryasiTopHi 6iiku — O1TKH, K1 KOHTPOJIOIOTH CTYIIIHb MPOSIBY TEHIB.

Penynuikanisi (zam. reduplicatio — noogoenHs1) — B TEHETHIIl — TIPOIIEC Ca-
MOBIATBOPEHHSI MAaKPOMOJIEKYJT HYKAeiHoeux Kucaom (IUB.), 0 3a0e3Medye TOU-
HE KOMiIOBaHHS TeHETHYHOI 1H(opMaIlii Ta nepenayy il HACTYITHUM IMOKOJIIHHSIM.

Pe3ucrenTHicTh (zam. resistentia — npomudis, cnpomug) — CTIUKICTh opra-
HI3MY IIPOTH [1i YIIKO/JKYBaJbHUX YAHHHUKIB.

PexomoOinanisi (zam. recombinatio — Hoge cnonyuenns) — B T€HETHUIIl — T10-
siBa HOBUX IMO€HAHDb T'€HIB, 110 MPU3BOJIUTH 10 HOBUX KOMOIHAIII!l 03HAK Y TOTOM-
CTBa.

Penaxcauisnn (zam. relaxatio — nocnabnenwns) — 3MEHIICHHS HAIPY>KCHHS,
po3cnablieHHs1, TOBEPHEHHS 10 CTaHy pPIBHOBAarH.

Penutikanisa (zam. replicatio — nosmopernus, po3mHodiceHHs) — T€ came, 1110

i pedynnixkayia (11B.).
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Pectpukrasu (ram. restricte€ — pemenvrno, mouno) — GepMeHTH, 31aTHI PO3-
ninsta Mmonekyny JIHK Ha ¢pparMeHTy B 4iTKO BUBHAYEHUX MICIISX.

Perunobaacroma (anam. retina — cimkiska + blastbma — nyxauna) — 310-
SKICHA MyXJIMHA CITKIBKU OKa, SIKa 3YCTPIYa€ThCs y AITEH PaHHBOTO BIKY 1 4acTO
ypaxxye obuiBa oka. PAHHBOIO KIIIHIYHOIO O3HAKOIO OJIHOCTOPOHHBOI peTHHOOIaCc-
TOMH € KOCOOKICTb.

PeunecuBHa o3Haka (1am. recessus — giocmyn) — O3HaKa OpraHi3My, siKa
NPUTHIYYETHCS 32 TETEPO3UTOTHOTO CTaHy ayiejiell reHa, 0 BU3HAYAE 1[I0 O3HAKY,
a MPOSIBIISIETHCS B TOMO3UTOTHOMY YW T€MI3UTOTHOMY CTaHi.

PenecuBHMi anenb (am. recessus — giocmyn) — anenp (IUB.) T€HA, SKUN
HE TIPOSIBIISIETHCS Y 2emepo3uzomuomy (I1B.) CTaHI.

Piuapaca — Panaiiss CHHAPOM — ayTOCOMHO-PEIIECHBHA XBOPO0Oa 3 TaKUMU
CUMIITOMAaMU: 3aTPUMKa MCUXOPYXOBOTI'O PO3BUTKY, MI3HINA MOYATOK XOMIHHS Ji-
TEel; Mporpecyrda HeJ0YMKYBATICTb, sika 10 30 pOKIB JOCsTa€e pIBHS iMOeyu1bHO-
cmi (1UB.); po3iaa KOOpJAWHAIIT PyXiB; 3 pAHHHOTO JUTHHCTBA MPOTpPECyroya Hew-
POCEHCOpHA TYTrOBYXiCTh; HEJIOPO3BUTOK CTaTEBOI chepH (MEPBUHHUX Ta BTOPHH-
HUX CTaTeBUX O3HAK; MPOTpeCcyroda M’si30Ba ampoghia (nus.); nedopmarrii xpedra 1
CTOII.

PHK — puGonykieinoBa KUCIOTa, sika Moxke OyTu indopmariitaoto (iPHK —
uB.), pubocomuoro (pPHK — nuB.), Tpancnioptaoro (mPHK — nus.) To1o.

PoaoBin — cxema, sixka Bi1oOpaxkye 010JI0T1YHI 3B’ SI3KM MK WICHaAMU OJHIET
POJIMHU B MOKOJIIHHSIX.

pPHK — pubGocoMHa pubOHYyKJI€iHOBA KHCIIOTA, 110 CKJIaJa€ OCHOBHY Macy
(1o 80%) PHK xnitunu. Pazom 3 nesuumu Outkamu pPHK dhopmye pudocomu.

PyoOinmreiina — Teii0i cuHAPOM — 370TraHO ayTOCOMHO-JAOMIHAHTHA TIATO-
JIOTisl, OCHOBHUMHU CHUMIITOMaMHU SIKOTO € 3aTPUMKa MCUXOPYXOBOI'O Ta MOBHOIO
PO3BUTKY, BUpaKeHa PO3yMOBA BIJICTANICTh, MaJU 3pICT, YEPEIHO-IUIEB] Ae(eK-
TH (3MEHIIIEHA KOPOTKa T'0JI0Ba, KOCOOKICTh, IMTUPOKE MEPEHICCs, YCMIMKOMOM10Ha
rpumaca, aHomaiii 3y0iB, neopMOBaHI BYIIHI PaKOBHUHHU), YACTKOBE 3POLIEHHS

nanbliB pyK Ta HIr, 0araronaaicTh HIr, aHOMadil TpyauHU Ta pedep, nedopmartii
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xpeOTa, BaJd BHYTPILIHIX OpraHiB (cepls, JIEr€H1B, HUPOK, CEYOBOIO MiXypa To-

110).

CepnionoiOHOKJIITHHHA aHeMisl — cliagKoBa anemia (AUB.), onHa 13 hopm
2emoznodinonamin (MB.), CIIPUYMHEHA MOPYUIEHHSM CTPYKTYpPH T'€MOIJIOO0IHY;.
XBopoOa XapaKTepu3y€eThbCs CEPIONOII0HO0 AePOPMAIII€I0 EpPUTPOIIHTIB, ITiIBH-
IICHOIO B’A3KICTIO KPOBI, 3aKYIOPIOBAHHSIM JPIOHMX CYJUH 1 YCIAaJKOBYETHCA 32
ayTOCOMHO-JJOMIHAHTHUM TUNOM. ['omMo3urotHa ¢opma marojorii CympoBOJIKY-
€TBHCS TSHKKUM NIEepediroM, CAMITOMAaMU SIKOTO € HEJOKPIB’sl, BaAH KICTOK CKEJETY,
HU3BKHUH 3pICT, Hanmajau OOJIF0 B CIIMHI, pedpax, KIHI[IBKaxX, CXWIBHICTh 10 1H(EK-
IMHUX 3aXBOPIOBaHb TOIO. MOXIIMBI pi3HOMaHITHI ycKiIaaHeHHs. [Ipu rerepo3u-
roTHUx (hopmMax aHeMIvHI HanaJu BUHUKAIOTh MEPEBAKHO 32 YMOB KUCHEBO1 HEJO-
CTaTHOCTI.

Cubcu (anen. sibs — dimu 00H020 noodpyicaHcs) — piaHi OpaTH Ta CECTpH.

Cumnrom (ep. symptdma — o3naka) — y MEIUIMHI — KIIIHIYHA 03HaKa Oyb-
K0T XBOpOOH.

CunpaxkTuiis (rp. syn — pasom + daktilos — nazeys) — BpomkeHa Baia po3-
BUTKY, SIKB IOJISITA€ B IOBHOMY a00 YaCTKOBOMY 3pOIIECHHI JBOX YH OUIbIIE Mallb-
IiB pyK abo HIr.

Cunapom (ep. syndromé — ckynuenwHs) — CTiiKa CyKYIHICTb CUMRMOMI
(1MB.) 3aXBOPIOBaHHS, 00’ €IHAHUX €IUHUM RaAMO2eHe30M (TTUB.).

Cxuepo3s (ep. sclerosis — 3ameepOdinusn) — yuiinbHEHHS! TKAHWHU YU OpraHy
BHACJIIJIOK PYWHYBaHHA iX (YHKI[IOHAJIBHUX EJIEMEHTIB Ta 3aMiHM Ha CIIOJy4HY
TKaHUHY.

CkoJio3 (ep. skolids — xkpusuii, zienymuii + 0sis — npoyec, pesyiomam) —
BpO)KEHE YK HaOyTe O1uHE BUKPHUBIICHHS XpeOTa.

CxpuHiHr (anen. screening — npocitoganHs) — B MEIMLMHI — MacoBe o0cTe-

YKEHHsI HaCeJICHHS JIJIs1 BUSIBJICHHS 0C10 3 TIEBHOIO XBOPOOOIO.
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ComatuyHi KJIITUHH (2p. sOma — mino) — oughepenuinioeani (1uB.), 3BU-
YallHO Ounnoioni (1UB.) YU nOINA0IOHI (IUB.) KJIITUHU Tija OpraHi3my, SKi HE
OepyTh y4acTi B CTAaTEBOMY PO3MHOXKEHHI.

CuexTp (zam. spectrum — guoume, CyKynHicms ycix 3Hauensb 0)0b-4020) — y
610JI0T1T — CYKYIIHICTh YCIX O3HaK, 3Ha4YCHb, cumnmomie (1uB.), GopM 1 T.II. opra-
HI3MY YU SIBUILA.

CunexkTpockomnisi (zam. spectrum — suoume + 2p. skoped — ousumucsa) — y
O10J1011i Ta X1MIii — OJIMH 13 METO/IIB BUBUYEHHS aTOMHOI Ta MPOCTOPOBOI CTPYKTYpHU
MOJIEKYJI, @ TAKOX iX 1HIIINX XapaKTEPUCTHK.

Cnepmatorenes3 (ep. sperma — ciM’st + genesis — 6uHUKHEeHHs1) — TIPOIEC
PO3BUTKY Ta JO3pIBaHHS YOJIOBIUMX raMeT.

Cuninanbhi amioTpodii — rpyna cmaakoBuX 3aXBOpPIOBaHb PI3HOMAHITHUX
THUIIIB yCHAaJAKyBaHHS (ayTOCOMHO-IOMIHAHTHOTO, ayTOCOMHO-PELIECUBHOIO Ta X-
34EIJIEHOTO PELECUBHOIO), SIK1 MOJISTAI0Th Yy JEreHepalii pyXoBUX HEUPOHIB Iie-
penHiX poriB cIMHHOTO MO3KY. [laTosoris mposBIS€TbCS Yy TOCTYIIOBIA ampogii
(1uB.) M’s131B

CrnoHTanHui (7am. spontaneous — MUMOGLIbHUL) — CAMOUYMHHUI, BUKJIIUKA-
HUW HE 30BHINIHIMH, @ BHYTPIITHIMUA YAHHUKAMH.

CrateBi xpomocomMu — napa xpoMocoMm (y JroauHu X Ta Y), sIKI BIAPI3HSA-
IOTBCSI BiJI PEIITH XPOMOCOM 3a CTPYKTYpOIO Ta (YHKIISIMU 1 BU3HAYAIOTh CTATh
OpraHizmy.

Cyiuun (zam. sui — cebde + caedere — 6ousamu) — cCaMoryOCTBO.

Cynpecop (zam. suppressare — muck, npucHiuenHs) — siBUIle 4u (HaxTop,

KU 3amo0irae MNposiBICHHIO 1HILIOTO SBUIIA YU (haKTopa.

Tanacemin (ep. thalassa — Cepedusemne mope) — crajkoBe ayTOCOMHO-
pelecuBHE HETOKPIB’sl, oJHa 13 GOpM 2emozinobinonamiii (IUB.), 110 TOJISTAE B
MOPYIICHH] YTBOPEHHS reMoriiooiHy. OCHOBHI CUMITOMH XBOPOOU: pyHHYBaHHS

EpPUTPOLUTIB, 30UTBLICHHS CENE31HKH, MKOBTSHULS LIKIPU Ta CIU30BUX OOOJIOHOK,
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ypakKeHHSI KICTOK CKeJieTa Toilo. TpUBamiCTh KUTTS — B1Jl KUIBKOX MICSIIIB JI0 J10-
POCIIOTO BIKY — 3aJI€KUTh BIJ] TSHKKOCT1 3aXBOPIOBAHHS.

Taxikapnuis (ep. tachys — weudkuti + kardia — cepye) — 301bIIIEHHS YaCTOTH
cepueBux ckopoueHb 10 100-180 3a xBunmHy. Moke BUHHKATH TIpH (PI3UYHUX Ta
HEPBOBUX HABAHTAXXEHHSX, @ TAKOX IMPHU 3aXBOPIOBAHHSIX CEPIIEBO-CYAMHHOI, €H-
JOKPUHHOI Ta HEPBOBO1 CUCTEM, IPU OTPYEHHSX Ta IM1JIBUILEHIA TeMIIepaTypi Tia.

TemnepameHnT (zam. temperamentum — 8i0nogioOHe CHIBBIOHOUIEHHS Yac-
muH) — BIJHOCHO CTiMiKE€ 3aKOHOMIpHE CIIBBIJHOIIEHHS 1HUBIyaJIbHO-IICUXO-
JIOTTYHUX OCOOJIMBOCTEH JIIOJIMHU 1 TBAPUH, SIKE XapaKTEPU3ye JUHAMIUHY CTOPOHY
1X MCUX1YHOI JISIbHOCT] Ta NOBEIIHKH.

Teparorenu (ep. teratos — nomeopa + genesis — noxooacents) — Ppi3uuHi,
XIMI4H1 4¥ O10JIOT1YHI YHHHHUKH, K1 3yMOBIIIOIOTh MOPYIIEHHS MPOIECy eMOpiore-
HE3y Ta BUHUKHEHHS BaJ] PO3BUTKY.

Tepminaniiiaumii (7aT. terminus — Mexa) — B eMOp10JI0rii — YaCOBUI MPOMI-
KOK OpraHOTEHE3y, MPOTITrOM SIKOTO Jisi TEPATOTCHHUX YMHHUKIB (IIUB. mepamo-
2eHu) MOXE BUKJIUKATH MOPYIIEHHS HOPMaJIbHOTO (pOpMYBaHHS OpTaHiB.

Tess — Cakca xBOpo6a — ayTOCOMHO-PEIIECUBHE MOPYIIECHHS JIIIMiTHOTO 00-
MIHY, 1110 IPU3BOJUTH A0 PYyHHYBaHHS aKCOHIB HEPBOBHUX KIITHH. 3aXBOPIOBAHHSA
NPOSABIISIETBCS. Y TepuIl MicAll KUTTA. [[uTuHA cTae MIISIBOIO, MajoOpyXJIHMBOIO,
0aifIy’KOI0 10 OTOYYIOUMX. 3aTpUMKa ICHXIYHOTO PO3BUTKY CHPUUYUHIOE Pi3Ke
3HIDKCHHSI 1HTEJIEKTY aX J0 piBHA Idiomii (muB.). CrocTepiraerbcsi MaaiHHSA
M’S130BOTO TOHYCY, cyZoMu. Ha KiHelnp nepiioro poky *UTTs, BHACTIIOK ampodii
(1MB.) 30pOBUX HEPBIB, PO3BUBAETHCA CiinoTa. Ili3HiIIE HACTyMae MOBHA HEPYXO-
MICTb 1 B 3-4 pOKHM XBOpa AUTHHA TUHE.

Tpancreunes (ram. trans — uepe3 + 2p. genesis — GUHUKHEHHS) — TEXHOJIOT1S
MePEHECEHHSI OKPEMHUX T'€HIB UM X TPYII 13 OJTHOTO OpPraHi3My B 1HIIHUH.

Tpanckpunuisi (zam. transcriptio — nepenucyeants) — B T€HETUL — TEP-
muil etan 6iocuHTE3y OUTKA, 3a SKOTO B SAP1 3M1ACHIOETHCS 3UUTYBAHHS MTOCITII0B-
HOCTI HYKJICOTHIIB 3 AUISHKM ojHOro jaHiora mojekyiu JIHK na monexymy

iPHK (MmPHK — nuB.).
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Tpauncaokauis (zam. translocatio — pozmautysanns 6 inuwiomy micyi) — B re-
HETHUIll — OOMIH JUISHKAMU MK HETOMOJIOTIYHUMH (JTUB. 20M0J102IUHUIL) XPOMO-
coMaMmH.

Tpancasiuia (zam. translatio — nepedaua) — B reneruil — Apyruit eramn 610-
CUHTe3y OlKa, 1] Yac SKOro Ha pubocomax BiIOYBa€EThCS MEPEBECHHS MOCIII0-
BHOCTI HyKJIeOoTU 1B iPHK (MPHK — nuB.) y BiANOBIJHY MOCIIIOBHICTh aMIHOKH-
CJIOT TOJIMENTHIHOTO JaHIfora Oika.

TpancpopmoBanuii opranizm (zam. transformatio — nepemeopenns) — re-
HETUYHO 3MIHEHUN OpPTraHi3M 3a JOTIOMOTOI0 TEXHOJIOT1H 2eHHOT indcenepii (TuB. ).

Tpucomisi — HasBHICTH y KapiOTHII AMIUIOINHOI KIITUHH YW OpPraHi3My
3aiiBUX xpoMocoM (2n+1, 2n+1+1 1 T.1.).

Tpiuepa — Kosstinza cHHAPOM — ayTOCOMHO-/IOMIHAHTHA MATOJIOTisI PO3BU-
TKY, fKa XapaKTepU3ye€TbCs TaKUMU CHUMITOMAMH: @HMIUMOHZOJI0IOHUIL pPO3pIi3
oueil (IVB.), HEAOPO3BUTOK BHJIMYHUX KICTOK Ta OYHHUX 3allaJvH, Majll po3Mipu
HUKHBOT IIEJIEeTH, BEIMKUI POT, BIICYTHICTh BiH, 1e(EKTH HIKHIX MOBIK, «ITHYE
o0nuyus», nedopmalliss ByIIHUX PAKOBUH, MOPYLIEHHS CIyXy ax 10 BIICYTHOCTI
30BHINIHBOTO CIIYXOBOT'O MPOXOJY, BaJH CEPISl TOIIO. [HKOIM TPATUISETHCS PO3Y-
MOBAa B1JICTAIICTh.

TPHK — tpancnoptHa puOoHykiIeiHOBa KMCIIOTA, 10 IEPEHOCUTh aMiHOKH-
CJIOTH 70 BiAmoBimHUX AUISHOK IPHK (nuB.), sSika CIyry€e MaTPUIICIO IJIsi CUHTE3Y

O1JIKOBO1 MOJIEKYJIH.

daxTop (ram. factor — Oirouuii, GuxoHyouuil) — YMHHUK, pyIIiiiHA Ccuila
OyIb-SIKOTO TIPOIIECY, SIBUINA, KA BH3HAYAE MOTO XapakTep YU OKPEMi PHUCH; CYT-
TeBa 00CTaBUHA B OY/Ib-SIKOMY TPOIIECI YU SIBUIIT.

@daHkoHi aHeMisi — piJKICHE ayTOCOMHO-PEIECHBHE 3aXBOPIOBAHHS, SKE
XapaKTEPHU3YEThCS MOPYIICHHSIMHA PO3BUTKY KICTKOBOTO MO3KY, IO CHPHYHUHIOE
anemiro (TUB.), HEJJOCTATHIO KUTHKICTh Y KPOBI JICUKOIMTIB Ta TPOMOOIHTIB. XBO-

poba CyNpOBOKYETHCS aHOMAJISMM IIKIpU (HaAMIpHA MITMEHTAIlisl), CKEJIeTy
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(HEeTOPO3BUHEHICTh OKPEMHUX KICTOK, Y TOMY YHCIIl Yepena), BHYTPIIIHIX OpPraHiB
(dacrilie — HUPOK) TOIIO.

@eHiTKeTOHYPIsl — CMAJKOBE MOPYIICHHS MEPETBOPEHHS HE3aMiHHOI ami-
HOKHUCJIOTH (DeHUIaNaHiHy B TUPO3WH 4Yepe3 HEAOCTAaTHICTh crienudiqHoro gepme-
HTY — (eHUTaTaHIHTiApOKCHHA3. XBOpoOa YyCHAIKOBYETHCS 3a ayTOCOMHO-
PEIIECUBHUM THIIOM 1 MPOSIBISETHCS MPOTATOM TEPIIAX MICSINB KUTTS JUTHHH.
OCHOBHUMHM CHUMIITOMaMH ii € «MHUIIAYMi» 3amax ceyl Ta TiIa HEMOBJISATH, OJIFO-
BaHHS, HaJIMIpHA 30yIJIMBICTh, HEIOCTATHS MIrMEHTALllsl WIKIpH, Bojoccs. [1i3Hie
3 ABJIAIOTBCS O3HAKU TSKKOI HEIOYMKYBATOCTI, €MIJIENTUYHI Halajau, pyXoBl IO-
PYILICHHS.

denokomist (ep. phaind — nokazyrw + ram. copia — MHOMCUHA) — HECTIAJKOBA
3MiHa OpraHi3My ITiJi BIUIMBOM YMOB ICHYBaHHS, sika IMITy€ ¢henomun (1uB.) opra-
HI3MY 3 IHIIIUM T'€HOTUIIOM.

®enotun (ep. phaind — noxasyrw + typos — 3pazox) — CyKymHICTb YCiX 30B-
HIITHIX Ta BHYTPIIIHIX O3HAK OPTaHi3My Ta MOTO BIACTUBOCTEH, sIKi (POPMYIOTHCA
BHACJIIIOK B3a€EMOIi1 2eHomuny (IUB.) 3 yMOBAMU OTOYYKOYOTO CEPEAOBUIIIA.

®epmentu (am. fermentum — 3axeacka, 6podiHHA) — Te, MO U eH3uUMU
(mmB.).

®epmenTonarii (zam. fermentum — 3akeacka, 6podinnsa + ep. pathos — x6o-
poba) — Te came, 10 1 en3umonamii (1uB.).

detonarii (zam. fetus — nopoodocenns, nomomcmao + ep. pathos — xeopooa)
— pe3yJIbTaT MOMIKOKEHHS IUIOAY B MepioA 3 9-0ro THKHS BariTHOCTI 10 MOMEHTY
HaAPOJKEHHSI.

®diopodaacTu (zam. fibra — gonokuo + blastos — 3apodox) — HaltnomupeHi-
m1a KIITHHHA (opMa CIOTYyYHOI TKAHMHYU TBAPUHHUX OpraHi3MiB. Taki KIITHHU Mi-
CTATHh M0Ope po3BUHEHUM arapar ['oJbaKi Ta BEIUKY KUIBKICTH pubocoMm. BoHu
CUHTE3YIOTh 1 BUAUISIOTh OCHOBHI KOMIIOHEHTH MIKKJIITUHHOI PEYOBUHU CIOJIYY-
HOT TKAaHWUHU — KOJIareH, €JaCTUH Ta 1HII crienu@iuai OIKHY, sIKI HAAAOTh 1 mpy-
YKHOCTI. 3a maToJIOriyHuX cTaHiB GiOpobractu OepyTh y4acTh y 3aKpUTTI paH, ¢o-

pMyBaHH1 pyOLI€BOi TKAHUHU Ta B YTBOPEHHI CIIOJIYYHOTKAHUHHOI KarCyJi HaBKO-
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J0 4gy>KopigHoro Tina. B pesynbprati moganemoro oughepenyiroeanna (nus.) ¢Giod-

po0JIacTH MEPETBOPIOIOTHCS HA BIAHOCHO HEAKTUBHI 3Pl KIITHHU — (HiOpOIUTH.
®paxkuis (zam. fractio — poznamysanms) — 4aCTUHA CUITYYOr0 a00 KYCKOBO-

ro TBEpJOro marepiany (IMiCKy, 3epeH, KIITUH TOII0) YU piakoi cymimni (HadTH,

KpOBI TOIII0), BU/I1JIEHA 32 TIEBHOIO O3HAKOIO.

Xopesn (ep. choreia — maneys) — KIMHIYHUN cuHOpom (TUB.) Py 3aXBOPIO-
BaHb, KM XapaKTePU3YETHCS MOCTIMHUMYU HEPUTMIYHUMH XAOTHYHUMHM ITBUJIKH-
MU CKOPOUYEHHSMHU PI3HUX M’SI31B KIHI[IBOK, OOIUYYS, TJIOTKH, TyIyOa. X0/aa XBO-
poro HaOyBa€ TaHIIOBAILHOTO XapakTepy.

Xpomatuau (ep. chroma — 3abapeénenus) — CTPYKTypH1 €JIEMEHTH XpoMo-
comu (vB.), O (HOPMYIOTHCS BHACIIJIOK ii MOJBOEHHS B iHmepghaszi (1uB.) siapa
KiIiTHHU. BoHM Halikpaiiie moMiTHI i 4ac metadasu mimo3y (IUB.), KOJIU KOXKHA
XpOMOCOMa CKJIQJA€ThCS 3 TBOX XpoMmaTua. B anadasi xpoMaTuan po3XoasThCs A0
MPOTUIICKHUX MOTIOCIB KIITHHH 1 CTAIOTh CAMOCTIMHUMH XPOMOCOMaMu. Y Meilo3i
(muB.) 20monoziuni (IUB.) XPOMOCOMHM, 30JIMIKYIOUHCH TOMApHO, YTBOPIOKOTH
CTPYKTYPY 3 UOTUPHOX XpOMATHU — TETPAY.

Xpomatun (ep. chromatos — sabapenenns) — HeBUpA3HUM, 3MIIIAHUN KITY-
0040K XpoMOCcOM B iHTep(]a3l KIITHHHOTO IIUKITY.

Xpomarorpadisi (ep. chromatos — 3abapenrenna + graphd — nucamu) — 'y
010J10T1i — TEXHOJIOT1S PO3JIJIEHHS Ta aHANI3y OJMM3bKUX 332 XIMIYHHUMH BJIACTUBOC-
TSAMHU PEYOBUH (HYKJIETHOBUX KHUCJIOT, aMIHOKUCIIOT, MENTUAIB, OUIKIB, BYTJI€BO/IIB
TOINO), sika 0a3yeThCsS HA PI3HOMY PO3MOALI X KOMIOHEHTIB Yy IpOIeCci Mpoxo-
JUKEHHS 4yepe3 piaKy a0do ra3ono1i0Hy peyOBUHY-OTIMHAY.

Xpomocomu (ep. chroma — gpapba + sdma — mino) — 0coOIUBI CTPYKTYpPH
sJipa KJIITHHH, SIK1 MICTATh 2eHu (JIMB.) Ta 31aTHI CAMOBIITBOPIOBATHCS.

XpomocoMu 8 TpHCOMIi CHHAPOM — TsDKKA BPOJKEHA MATOJIOr1A, sIKa Xapa-
KTEPU3YETHCS TAKUMHU O3HAaKaMU: Me(EKTH OMOPHO-PYXOBOi CHCTEMH (KOpPOTKa
IIUs1, BEJIMKA TOJI0BA, ACUMETPUYHO CIIOTBOPEHE 00JIMYUs, KOCOOKICTh, BEJIMKI Bij-

CTaBJICHI ByXa, BUBEPHYTa HUXHs I'y0a, TOBrMH TysyO Ta KIHI[IBKH, JOBI'1 BUKPUB-
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JIeH1 majiblli, By3bKi Ta3 1 Tiedi, 0OMEKEHHS pyXJIMBOCTI CYTi00iB); BpOIKEH] Ba-
ou MO3Ky (ciopoueghania — nuB., BIACYTHICTD MO30JIMCTOTO Tijia), CEPIIEBO-
CYIMHHOI Ta ce4ocTareBoi cucteM. CrocTepiraerbesi oMipHa 3aTPUMKa PyXOBOIO
Ta MOBHOTO PO3BUTKY, & TAKOK PO3yMOBa BIJICTANICTh PI3HOTO PiBHS..
Xpomocomuuii Habip — cannoiona (11UB.) CyKyIHICTH XPOMOCOM, XapaKTe-

pHa /17151 IEBHOI'O BUJly OpraHi3MiB.

LenTpomepa (ep. kéntron — yenmp + méros — yacmuna) — 3By>K€Ha KOPOTKa
JUISTHKa XPOMOCOMH, SIKa 3’€JIHY€E 1i XpOMaTUIU Ta KOHTPOJIIOE iX PyX A0 MPOTH-
JICKHUX TIOJIFOCIB KJIITHHM M1 Yac ii moauny.

HucraTnoninypisa — cnajakoBa gpepmenmonamin (1uB.), OOyMOBJIEHA MY-
TaIll€l0 TeHa, SIKU POayKye hepMeHT nuctatuoHinazy. Jledexr uporo depmeHTy
CIIPUYMHIOE HAKOMTMYEHHS B C€Yl 3HAYHOI KIJIbKOCT1 IIUCTATUOHIHY — BIJILHOI aMi-
HOKHCIIOTH, KA € MONEPEAHUKOM aMIHOKHCIIOT, 10 BXOMASTh JO CKJIaay OLJIKIB.
YcnaakoByeThCSl 32 AyTOCOMHO-PEIIECUBHUM TUIIOM. OCHOBHOIO 03HAKOKO XBOPO-
OM € 3aTpUMKa PO3YMOBOTO Ta IMICHXIYHOTO PO3BUTKY, KA IMOYHHAE TIPOSBIIATUCS B
1-2-piunomy Bitti. KiiniuHi mposiBu XBOpoOU pi3HOMAHITHI — CXWIIBHICTH JI0 icHie-
pii (11B.) Ta HEBMOTUBOBAHUX BUYMHKIB; HAB A3JIMBI CTPaXU CTOCOBHO MPEIMETIB,
N1, BUMHKIB, CTaHIB, CUTYyalliil; COMHaMOyJi3M (XOJIHHS YBI CH1); CYyJOMHU; ajep-
T1YHI CTaHH.

Huctunos (ep. kystis — cevosuii mixyp + 0sis — npoyec, pezyibmam) — ayTo-
COMHO-PEIIECUBHE 3aXBOPIOBAHHS, SIKE XapaKTEPU3YEThCS MOPYIICHHSIM aMiHOKHC-
JIOTHOTO OOMIHY, 110 MPU3BOJAUTH JO HAKOIWYEHHS aMiHOKUCIOTH IIUCTUHY B KiC-
TKOBOMY MO3KY, MEUiHIl, CEJIE31HIl, JEHKOUUTaX, POTiBIll. ¥ XBOPUX CIOCTEpira-
€THCS 3aTPUMKA POCTY, PaXIiTOMOAIOH] 3MIHU KICTOK, TOPYIICHHS 30pY, MPOTPECY-
I0Ya HUPKOBA HEJOCTATHICTh. [HIIA Ha3Ba XBOPOOH — cuHOpom Aboepzanvoena —
DankoHi.

HuTonaazMaTu4yHa CHAJAKOBICTh — SBUIIE, KOJIM [I€BHA O3HAKA OPraHi3My
BU3HAYAETHCS 2eHamu (IIMB.), PO3TAIIOBAHMMH B OPraHOIAaX IUTOILIA3MH, TEPII

3a BCE, B MITOXOHJIPISAX. Y CIAIKOBY€THCS TUIBKHM M0 MaT€PUHCHKIH JIIHII.
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Ilapko — Mapi — Tyca xBopo6a — rpymna CrajJkoBUX 3aXBOPIOBaHb, SKi
CIPUYUHEH] MOPYIICHHSIMH CTPYKTYPH XPOMOCOM 1 XapaKTepu3yIOThCs JereHepa-
i€ero nepudepiitHuX HEPBOBUX BOJOKOH. [laTomoris BUSBISAETHCA MEPEBAKHO MPO-
TATOM TMEPIIOTO ACCATHIITTS KUTTS a00 Ha MOYaTKy APYroro 3MiHOKO XOIH, YTPY-
JTHEHHSMH i 9ac 0iry abo miaioMy Mo CXiAIsX, MPOTrpecyrvor0 ciadicTio Ta Je-
dopmariero crom. [ToctynoBo po3BuBaeThes aTpodiss M s31B HIT Ta PyK, ajieé XBOP1
IPUCTOCOBYIOTHCS 10 TAKUX Baj 1 30€piratoTh 3/1aTHICTh 10 CAMOCTIHHOTO MEpecy-
BaHHA. TUIK ycHiaJKyBaHHs NATOJIOT1] pI3HOMaHITHI.

IIu3odpenia (ep. schizein — pozodinamu + phrén — pozym) — ncuxiyHe 3a-
XBOPIOBAHHS HEBU3HAYEHOT MPHUPOIH, SIKE TIOJIATAE B MOPYIIECHHI MICUXIYHUX MPO-
IIECIB, IPOTPECYIOUiid 3MiHI OCOOMCTOCTI Ta CYMPOBOIKYETHCSI MAsTYHEIO, 3HIKCH-
HSIM aKTUBHOCTI, €MOILIITHUM CITyCTOIIEHHSIM TOIIO. Y PO3BUTKY XBOpPOOU TEBHE

3HA4YCHHA Mac€ CIIaJKOBa CXHMJIBHICTD.
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JNlaypeatn HobGeniBcbKOI NpeMii 3a BiAKPUTTA B rany3i reHeTUKu

1910 p. — A. Koccens. 3a BHECOK Y BUBUCHHS XIMii KIITUHU, IKUH MOJATAE Y
JOCITIPKeHH] OUJIKIB Ta pEYOBUH sifipa. ¥ TOM 4Yac pojib HYKJICTHOBUX KUCIOT Y KO-
JlyBaHHI Ta rnepenayl reHeTuyHoi iHdopmalii Oyna e HeBiioMa, 1 BUCHHUN HE MIT

nependayaTH, siIke 3HAaY€HHS MATUMYTh HOTO POOOTH JIJIsl TCHETHUKH.

1930 p. — K. Jlanowmaiinep. 3a BIAKPUTTS TPyl KPOBI JIIOAUHU CHCTEMHU
ABO. YueHnuii oOrpyHTyBaB TiIIOTE3Y CEPOJIOTIUHOT 11eHTU]IKAIlli, 111e HE 3HAIOYH,
IO TPyHHU KpOB1 yCHaAKOBYIOThCA. I'eHeTnuH1 metonu JlanamraiiHepa BUKOpPHC-

TOBYIOTBCS 1 CbOT'OJIHI JIJISI BUBHAYCHHS OaThKIBCTRBA.

1933 p. — T. X. Mopean. 3a BIAKPUTTS POl XpPOMOCOM y CHAJAKOBOCTI. Y SsB-
JICHHSI TIPO T€, IO T€HU JIOKAI30BaHI B XpOMOCOMI Y BIAMOBIIHIN MOCIIJOBHOCTI
Ta 110 CTYMNiHb 3YCIUICHHS JIBOX T'€HIB 3aJIe)KUTh BiJ BIJICTaHI M1 HUMH, BIJHO-

CATHCA JI0 PSATY OCHOBHUX JIOCATHEHb TEHETHYHO1 TEOPIi.

1946 p. — I'. /c. Mennep. 3a BIIKPUTTA MOSIBU MyTalli i1 BIVIABOM PEHT-
TeHIBCHKOTO omnpoMiHeHHA. lle BIAKPHUTTS MoKa3ajo MOMKJIUBICTh YMHUCHOTO 3Mi-
HIOBaHHS CIAJKOBOCTI B JIAOOPATOPHUX YMOBAax, a TaKOX HEOE3NMEYHOIo YIIKO-
JUKEHHSI TEHETUYHOI'0 anapary >KMBHX ICTOT IMiJ JAI€I0 10HI3YIOUHMX BHIPOMIHIO-

BadHb, IO MA€ BAKJIMBC 3HAYCHHA Y HaCH aTOMHOI1 36p0.1. Ta CHCPIrCTUKH.

1958 p. — /. bioa, E. Teitmem. 3a BiIKpUTTS PoJii TEHIB y crienu(iaHmnx
O1oxiMiyHUX Tporiecax. [IpoBeeHi HUMU TOCTIKEHHS TTOKa3aH, 1[0 CUHTE3 CIIe-
1U(IYHUX PEUOBUH Y KIIITHHI KOHTPOIIOETHCS IEBHUMU TeHamMu. BuBuaroun edek-

TH 1HJIyKOBaHUX PEHTTCHIBCHKHUMH MPOMEHSIMHU MYyTalliii, BUYeHl po3poOuin edek-

316



TUBHI METOJIM BU3HAYEHHSI MEXaHI3MYy KOHTPOJIIOBaHHS reHaMu O10XIMIYHHX peak-

11 y ’KUBIM KJIITHHI.

1958 p. — M. JIedepoepe. 3a BIAKPUTTS TEHETUYHOI peKoMOiHaIIii Ta opra-
Hi3aIlli TEHETUYHOTO MaTrepiany B OakTepidi. YUeHHil BUSBHUB y OakTepiil mporiec
TPaHCAYKIii — MEPEHEeCEHHs (PparMeHTiB XpOMOCOM BiJ] OJIHI€T KIITUHU 0 APYTOi,
10 Ja€ 3MOTYy BH3HAYaTH MOPSAOK PO3TAllyBaHHS T'€HIB Y XpoMocoMi. Bimkpurrs

JlenepOepra qano 3Ha4YHUN MOIITOBX Y PO3BUTKY T'€HETUKH OaKTEPIi.

1959 p. — C. Ouoa, A. Kopnoepe. 3a BIIKpUTTS MEXaHI3MIB 010JIOT1YHOTO
CHUHTE3y PHUOOHYKIJIETHOBOI Ta JE€30KCUPUOOHYKJICIHOBOI KHCIOT. Ymepiie Oyiu
cuntezoBani PHK Ta 6i11koB1 MOJIeKyH 3 BiIOMOIO MOCTIAOBHICTIO a30TUCTHX OC-
HOB Ta CKJIaJIOM aMiHOKHUCIOT BianoBigHo. Lle nano 3mory 3rogom posmudpysatu
FEHEeTUYHHUIM KOJ 1 BUSHAYUTHU HOB1 HANPSMKU Yy JIKyBaHHI CHAJKOBUX 3aXBOPIO-

BaHb Ta PaKYy.

1962 p. — @. Kpik, /Inc. Yomcon, M. Yinkinc. 3a BU3HAYEHHS MOJIEKYJISIP-
HOT CTPYKTYpH HYKJIETHOBHX KHCJIOT Ta iX 3HAUEHHA y nepenayli iHpopMmallii B Ku-
BUX cucTeMax. BikpuTTsa Oyjo OLIHEHO K OJHE 3 HAaWBUJATHIMIMX O10JOTTYHUX
BIJIKPUTTIB CTOJITTS, OO CHOPHSUIO pO3MU(PYyBAHHIO TEHETHYHOTO KOAY, a TaKOXK

JOCIIIIPKEHHIO MEXaH13M1B KOHTPOJIIO Ta Mepeaaydl FeHeTUYHO1 1HpopMallii.

1965 p. — @. Kaxoob, A. /Iveos, K. Mono. 3a BITKpUTTS MEXaHI3My TCHETH-
YHOIO KOHTPOJIIO CUHTE3Y (PepMEHTIB Ta BipyciB. JlocmimkeHHsamu Oyio 3amoyar-
KOBAaHO HOBY Tally3b 010JI0T1i — MOJICKYJIIPHY O10JIOT1I0 Ta BU3HAYEHO HOBE MOHAT-
TS B T€HETHUIll — ornepoH. OnepoH sBisie OO0 KOMIUIEKC I'eHiB, 1[0 BU3HAYAIOTh
cuHTe3 (EePMEHTIB, AKi OEpyTh y4acTh y BUKOHAHHI SIKOTOCh OJHOTO TEBHOIO 3a-
BJIaHHS, HAINIPUKIIAJI, TIOCIIIOBHO KaTali3yIOTh JIAHITIOT 010XIMIYHHUX peakIlii, Ha-

IMpUKJIad, PO3KJIaJar0uux IICBHUM BYIJICBOA YW CUHTC3YIOYH AKYCb aMiHOKI/ICHOTy.
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Bigkputrtsa nano 3Mory copMyitoBaTH TiOTE3U MPO MPUPOAY PaKy Ta MOJIOMieE-

JITY.

1968 p. — P. Xoani, X. I Kopana, M. Hipenbepez. 3a po3mudpyBaHHs re-
HETUYHOT'O KOAY Ta BU3HAYEHHS MOTO PoJii B CHHTE31 O1IKiB. JloCIiKEeHHSI BUCHUX
BU3HAYMWJIO MOBHY XiMIuHYy cTpykTypy PHK, ii 37aTHICTS 3uMTyBaTH reéHETHUYHUI
koz 3 monekynu JIHK Ta TpancdopmyBaTu #oro B moCiiOBHICTh aMIHOKHCIIOT Y
MOJIeKYJIl O1Ka. BiAKpUTTS 3amovyaTKkyBajgo BUBYEHHSI MOXKIMBOCTI KOHTPOIIOBATH

CIIAJKOBICTH Ta IM030aBIIATUCS CIIAJKOBUX ITATOJIOTIH.

1969 p. — M. /lenvoprok, A. Xepuii, C. Jlypia. 3a BIIKpUTTS MEXaHI3MY pe-
TUTiKalii Ta TeHeTUYHOI CTPYKTYpHU BIPYCIB. YUEeHI BUSBUIN MOXKJIUBICTb OOMiHY
IreHETUYHOIO 1H(OpMaIIi€r0 MK JBOMA PI3HMMHU JiiHIsIMU OakTepiodaris (BipyciB,
IO YPaXyIOTh OakTepii), sSKi 1HPIKYIOTh OJHY i Ty *k OakTepianbHy KaiTuHY. Llei
dbenomen gicTaB Ha3By pekoMOiHalii. BiAkpuTTs m03BoJisg€ rudIe Mi3HATH MPH-
poay BipycCiB, 110 HEOOXITHO Uil PO3YMIHHS MEXaHI3MiB BIpyCHUX 3aXBOPIOBAHb

BUIIUX TBAPHH 1 JTIOJMHU Ta OOPOTHOU 3 HUMH.

1975 p. = /. Baamumop, P. /[ynvoekko, 7K. M. Temin. 3a BIIKPUTTS ABUIIA
B3a€MO/IIi MK OHKOT€HHHMH BipyCaMH Ta T€HETUYHUM MaTepiajioM KJIITHHH, IO
MPU3BOIUTH 10 BUHUKHEHHS TaKUX 3aXBOPIOBAHb JIFOJUHU SK T'ENATHUT, Kl (op-
mu paka ta CHI/I. Pe3ynbratu 10oCHiIPKeHb YYEHHX JO3BOJIMIIA PO3POOUTH METO-
JTUKY 11eHTUdIKALIT 37TOSKICHUX MTyXJIMH JIFOJJUHUA, BUKIIMKAHUX MMyXJIUHHUMHU BIPY-

CcaMHu.

1978 p. — B. Apoep, /I. Hamanc, X. Cmim. 3a BUSBICHHS PECTPUKIIHHUX
(depMeHTIB Ta iX 3aCTOCYBaHHS B MOJIEKYJISAPHIN reHeTHIi. BinkpuTTs KapauHaIb-
HO 3MIHWIO ICHYIOUl YSIBJICHHS MPO OpraHizailiio reHiB Bumux opranizmis: JTHK
BUILUX OPraHi3MIB MalOTh «HEUTpaNbHI» AUISHKHU, Kl YEPTYIOTbCS 3 AUISTHKAMH,

1[0 HECYTh F€HETUYHUN KOJI. JIOCIIJIPKEHHSI BUCHUX J1aJI0 MOKJIUMBICTh 3/1HCHIOBA-
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TU JIeTaJbHUN aHaji3 XIMIYHOI CTPYKTYPH T€HIB, @ TAKOX JI03BOJIMIO PO3POOHUTH
Metoau pexombOiHamii JJHK 3 meroro oxepkaHHs HOBUX (OpM MIKPOOPraHi3MiB,
3JATHUX CHUHTE3yBaTH LMK PSJ MEIUYHUX MpernaparTiB (1HCYJIH, TOPMOHHU POCTY

TONIO).

1980 p. — b. benaceppadgh, K. /locce, /Irc. /I. Cuenn. 3a BIIKPUTTS Ha TO-
BEPXHI KJIITHH OCOOJUBUX T'€HETUYHUX CTPYKTYP, IO PETYIIOIOTH IMYHHI PEaKIlii.
JlocnmiKeHHsI CTOCYIOThCSI HAaWBAXKIIMBILIOTO O10JIOTTYHOIO MEXaHI3My poO3Ili3Ha-
BaHHS KJIITUH, IMyHHUX pEaklii Ta BIATOPTHEHHs TPAHCIUIAHTAaTIB. byno 3po0ieHo
IPUIYIIEHHS PO ICHYBAaHHS T€HA YU I'€HIB, 5Kl KOHTPOJIIOIOTh PEAKIIII0 HA TpaHC-
rianTar. [li3Hime O0yno0 BUSBIEHO, 110 L Ipyla reHiB po3TalloBaHa B OJHIN 1 Tid

KE XPOMOCOMI.

1980 p. — II. Bepe, Y. I'inoepm, ®. Cenzep. 3a PpyHnameHTaIbHI J1OCHTI-
JOKEHHST 010XIMIYHUX BIIACTUBOCTEN HYKJIETHOBUX KHCIIOT, OCOOJIIMBO PEeKOMOiIHAH-
tHux JIHK. B pe3ynbTaTi gocnijpkeHb Oyjia BU3HAUYEHA IMOCHIIOBHICTh pO3Tally-
BaHHS OCHOB Y HYKJIETHOBHX KHUCJOTax, ocoonmBo B JIHK, a Takox aMiHOKHCIIOT B
MoJIeKyIax OuIka. BiAKpuTTs 3amo4aTKyBajio CTBOPEHHS TEXHOJIOT1H 01010T1YHOTO
cuHTE3y (apmarieBTUIHUX 3aco0iB (iHTEpPEpOHy Ta TOPMOHIB POCTY) 3a JOMOMO-

roro OaKTepii.

1983 p. — b. Mak-Kninmok. 3a BIAKPUTTS TPAHCIIO3YIOUMX T€HETUYHUX CH-
creM. JlocmipKeHHs] BU3HAUWIM MalOyTHI JOCSITHEHHS TEHETHUKH OaKTepiil, KoJu
CTaJ0 MOJIMBUM TOSICHUTH, 110 CTIMKICTh O aHTUOIOTUKIB TEPEAAETHCS BiJl OJI-

HOTO BUy OaKTepiii IHIIOMY 3a JIONMTOMOTOI0 TaK 3BAaHUX MITPYIOYUX T'€HIB.

1985 p. — M. bpayn, /[»c. I'onowmeiin. 3a BiIKpUTTS CTOCOBHO OOMiHY XO-
JIECTEpUHY Ta JIIKYBaHHS MOPYIICHb PIBHS XOJIECTEPUHY B KpOBIi. Y pe3yibTaTi J0-
CIIPKEHb OyJI0 OMHCAHO KUIbKa M'€HHUX MYTallii, fKi COPUYMUHIOOTH HAJUIMILIOK

XOJIECTEPUHY B KPOB1 Ta PO3BUTOK XBOPOOU aTEPOCKIIEPO3Y.
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1987 p. — C. Tonezaga. 3a BiIKPUTTSI TCHETUYHOTO NMPUHIIMITY TeHEpalii pi-
3HOBHUJIHOCTI aHTUTUI. YUYEHUN BUSBHUB CTPYKTYpPY I'€HIB IMyHOIJIOOYIIHIB Ta pe-

nentopiB T-miMdonuTiB. JlocmiKeHHS € 3HAUHUM BHECKOM y TeHETHKY IMYHITETY.

1993 p. — P. Pooepmc, @. Illapn. 3a ne3ajie:xxHe OJAUH Bl OJHOTO BIAKPUT-
TS IEPEPUBYACTOI CTPYKTYpH reHa. J[ocmiHUKU BUSBWIM, 110 TeHETUYHA 1HHOP-
Mallisg B T€HOMI €yKapiOoTiB pO3TalllOBaHa y BUIJISIII OKPEMHUX CETMEHTIB, pO3/ijie-
Hux Hekomyrounmu minsHkamu JIHK. Ocrtanni BumansroTecss abo mepem TpaHc-

kpuriieto (13 JIHK), a6o micns uei (13 iPHK).

1995 p. — K. Hiocchaiin-@onvxapo, E. Beiicxayc, E. /I’'wic. 3a BITKpUTTS
TEHETUYHOI'0 KOHTPOJIIO PaHHBOI CTajli eMOpPIOHANIbHOIO PO3BUTKY. JlociiIHUKH
BUSBWIM TE€HH, SIKI Ha CTall paHHBOTO €MOpIOHAJIBHOIO PO3BUTKY BH3HAYalOTh
dbopMyBaHHS CXEMHU TiJia Ta OTO CETMEHTIB, a TAKOX MPOCTOPOBO-YACOBY BIJIO-
BIJIHICTb MIX pO3TallyBaHHSIM I'€HIB y XPOMOCOMI Ta YaCTUHAMHM Tijla, PO3BUTOK

SAKHNX BOHHM BHN3HA4YarOThb.

2002 p. — C. Bpennep, X. P. Xopegiu, />rc. Cancmon. 3a BIIKPUTTS y Tany3i
TEHETUYHOTO PETYJIIOBAHHS PO3BUTKY opraHiB. KpiMm Toro, y mpoieci 10oCiipKeHb
OyJIM BUSBIICHI T€HU alloNTo3y («I€HU CMEPTI»), sIKI pyHHYIOTh KIITHHH, 1110 BUYe-
pnianu cBii yac kutTTd. Lle 3amoyaTkoBye HOBI HUISIXM Yy CIIPaBl MOJOJAHHS XBO-

po0, SIKi € TOJIOBHUMU ITPUIMHAMU CMEPTI JIFOCH.

2006 p. — P. Kopnoepe. 3a nociniykeHHsI MEXaH13My KOMIIOBaHHS KJIITUHAMU
reHeTH4yHo1 iHdopMallii. YUeHHil BUSBUB, SIK CIaJKOBI O3HAKH, K1 BU3HAYAIOTHCS

rE€HAMHU, NePEIal0ThCS 1HIINM KIIITUHAM.

2006 p. — E. 3. @aiiep, K. Mennoy. 3a Binkputtss PHK-inTepdepenmii —

NPUTHIYEHHS E€KCIpecii reHiB 3a aonoMoroto aposanitoxkoBoi PHK. Ile Bigkpur-
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TS CTaJO0 OAHIEIO 13 TOJIOBHUX MOMAIM MOJEKYJSIPHOI 010JI0T1i Ta T€HETUKH HA py-
O0exi1 cTomTh. MeToauku, po3po0JieHI Ha OCHOB1 BIJIIKPHUTTS, YK€ BUKOPHUCTOBY-
I0ThCSI JUIsl BU3HAUYEHHS (DYHKI[IM reHiB, Y TOMY YMCH1 1 IPU BUBUYEHHI T€HOMY JIIO-

JHUHU.

2007 p. — M. Kanexki, O. Cmimic, M. Eeanc. 3a BiIKPUTTS NPUHLIMIIIB
BKJTFOUEHHS CIIeNU(pIYHUX TeHHUX MOoaU(iKaIiid B TEHOM MHIICH MUITXOM BHKOPH-
CTaHHS1 eMOpIOHAJIbHUX CTOBOYpHHUX KJITHUH. L{i BU€HI 3HaYHO PO3BUHYJU TEXHO-
JIOTi10 TEHHOTO TUTAHYBAaHHS, SIKa Ja€ 3MOTY 3pO3yMITH MPUYWHUA BUHUKHEHHS Oa-
raTthoxX 3aXBOPIOBAaHb, Y TOMY YMCJIi HOKH-IIO HEBUIIKOBHUX. IM yJamocst CKOMilo-
BaTU XBOPOOM JIOJUMHU B Oprasizmax JiaboparopHux mwuiieid. HoBa reHHa texHo-
JIoTis J103BOJIsiE OJIOKYBATH 10 JIESKUX T'E€HIB B OPTaHi3Mi 1 CIIOCTEpIraTu 3a Hac-
JigKoM. biokyBaTy MOXHa SIK OJIMH I'e€H, TaK 1 BEJIUKY iX KUJIBKICTh JJIs TOTO, 1100

3pO3yMIiTH MEXaHI3M BUHUKHEHHS XBOPOOH.

2009 p. — E. baexoepn, K. I'peitoep, /Irnc. Illocmak. 3a BiIKpUTTS MeXaHi-
3My 3aXHCTYy XpOMOCOM BiJi YKOPOUYBaHHS M1/l Yac oAUty KiiTuHu. Lleit mexanizm
3IMCHIOETHCS 3a JOTOMOIO0 TesoMep Ta pepMmenty tenomepasu. [lomaneir no-
CITIDKEHHS y I[bOMY HANpsMKY 3a0e3IeyaTh MONTyK HOBHUX MUISXiB 00pOTHOU Mpo-

TH CTapiHHS Ta OHKOXBOPOO.

321



Nitepatypa

AnekcangpoB A.A. [Icuxoreneruka: Yue6Hoe nocodue ajs By30B. — M., C.-
I1.,: TTutep, 2004. — 192 c.

Anocos I. I1., Kynuawnua P.JI. Hauana nemaroriunoi renetuku: Hapd. moci0-
nuk st BH3 ocsitu. — K.: Aknent, 2005. — 352 c.

AcanoB A.IO., JlemukoBa H.C., Mopo3oB C.A. OCHOBBI T'€HETUKH U Ha-
CJICICTBEHHbBIC HAPYIIEHUS Pa3BUTHS y JAeTeil: Yu. mocoOue miig neaBy3oB. — M.:
Axanemusi, 2003 — 224 c. — http://medlib.ws/anatome/237-osnovy-genetiki-i-
nasledstvennye-narushenija.html.

bapnakos H.B. O BocnuTannu TajaHTa U IPYrux KadyecTB YEJIOBEKA B PaH-
HEM H JIOIIKOJHHOM JeTcTBe. — VYiman-Yae: BI'CXA, 2004. — 112 c. —
http://bookz.ru/genres/psyhol/barnakov-nv.html.

boukoB H.II. Knuanueckas renerumka: YueOHuk. — M.: TEOTAP-ME]],
2002. — 448 c. — http://www.rosmedic.ru/genetika/klinicheskaya-genetika.-
bochkov-n.p-2.html.

byxieBcbka T.I. OcHoBu meanunoi renetnku: Hapu. mocionuk ams BM3O0.
—K.: 3n0poB’s, 2001. — 136 ¢

INonunceka €.JI. OcHoBu reneruxu: Hasu. mocionuk mst BH3. — K.: BKY,
1968.

HertepeB H.JI. 'enHas uH>xeHepus: criaceHue WM TMOelb YeJIOBEYECTBA. —
CII6.: Hesckuii IPOCIIEKT, 2002. — 128 c. —
http://medlib.ws/anatome/print:page,1,217-gennaja-...

HMyounun H.I1. O0mas reneruxa. — M.: Hayka, 1970. — 488 c.

Eroposa T.A., Knynosa C.M., KuByxuna E.A. OcHOBBI OMOTEXHOJIOTHUHU:
Yu. mocobue mns mneny3oB. — M.: Axagemus, 2006. — 208 c. —
http://abia.ru/catalog/detail/?bookid=184511

322



3opuna 3.A., IloneraeBa 1U.W., PeznukoBa K.M. OCHOBBI 3TOJIOTUM U TEHE-
THKa TOBEJICHHS: YUeOHUK sl CTyJACHTOB BY30B. — M: Bricmias mkomna, 2002. —
383 c.

Kanaes U.M. bauzuens! u renerrka. — M.: Hayka, 1968.

Kopoukun JI.H., MuxaitnoB A.T. Beeaenue B Heliporenetuky. — M.: Hayka,
2000. — 274 c¢. —http://download.nehudlit.ru/nehudlit/self0007/korochkin.rar.

Jlanasuiy 1.9. Taitael renetuxu. Jlrogu u kioHbeL. — M.: Beue, 2005. — 416 c.

Jlo6ameB M.E. I'enetuka: YueOHoe nmocobue jyisi yHuBepcuteToB. — M3na-
Hue Bropoe. —JI.: JIT'Y, 1967. — 752 c.

Jlo6amer M.E., Bartu K.B., Tuxomupoa M.M. ['eHeTnka ¢ ocHOBaMu ce-
JeKIuu: Y4ueOHuK aiisa neauHcTuTyToB. — M.: [IpocBemenue, 1970. — 432 c.

JIvtoun b. T'ensi / [ep. ¢ anrn. — M.: Mup, 1987. — 544 c.

Mazep K., Jxunke . buomerpuueckas reneruka / Ilep. ¢ anri — M.:
Mup, 1985. —463 c.

Makkrocuk B. I'eneruka uenoseka / [lep. ¢ anra. — M.: Mup, 1967.

Manwix C.b., EropoBa M.C., MemikoBa T.A. Ilcuxorenetuka. Tom 1: Yue6-
HUK 1151 By30B. — CII6: [Tutep, 2008. — 408 c.

Mansix C.b., EropoBa M.C., MemkoBa T.A. [Icuxoreneruka. Tom 2: Yueb-
HUK 1151 By30B. — CI16: ITutep, 2008. — 336 c.

MemikoBa T.A., Huxonaesa H.O. IIcuxoreneruka. —
http://www.ido.edu.ru/psychology/psychogenetic.html. 2007.

MroatouHr A. T'enernka. O6mas u npuknaaras / [lep. ¢ anrin. — M.: Mup,
1967. — 612 c.

[Tonosa JI.A., CrenanoBa T.II. OCHOBBI T€HETUKU B KOPPEKIIMOHHOW Mexa-
roruke. — Cn6.: Kopona-Bexk, 2006. — 176 c.

[Tcuxomnoris cyimuay: Ilocionuk / 3a pen. B.II. Mockanbig. — K.: Akanem-
Bujas, 2004. — 288 c.

[Ty3sipeB B.II., CrenanoB B.A. IlaTonornueckass anHaTomusi TeHOMa 4eJoBe-
ka. — HoBocubupck: Hayka, 1997. — 224 c. — http://www.doktor-

med.ru/literature/28/anatomia-genoma. djv.
323



[IytuHueBa I'J., Pemernsik T.A. Me/uuHa reHETHKA: [linpy4yHuK AJist Me.
yuunuil. — K.: 3nopos’s, 2002.

PaBuu-Illep6o M.B., Maprotuna T.M., I'puropenko E.A. Ilcuxoreneruka:
VYyebuuk ans  By3oB. — M. Acmekr Ilpecc, 2000. — 447 c. -
http://www.auditorium.ru/books/524/

Pokuuxkuii [1.0. BBeneHre B CTaTUCTUUECKYIO T€HETUKY: Y4. mocoOue aiis
yHuBepc. — MuHck: Boiin. mikona, 1974. — 448 c.

Caccon A. buorexnosorus: cBepiieHust U Hagexawl. / [lep. ¢ anrn. — M.:
Mup, 1987. - 411 c.

CenuanoBa E.A. Hacnencrsennsie 0osie3Hu. CripaBOYHUK MPAKTUYECKOTO
Bpaya. — M.: PUIIOJI knaccuk, 2007. — 544 c.

Teitnop ., I'pun H., Ctayt VY. buonorus: B 3-x 1. T. 3 / [lep. ¢ aarn. — M:
Mup, 2006. — 451 c.

®orenp @., Motynscku A. I'enetnka yenoseka: B 3-x 1. T. 1/ [lep. ¢ anrm.
— M.: Mup, 1989. - 312 c.

®orenb @., Motynbecku A. I'eneruka uenoBeka: B 3-x 1. T. 2 / Ilep. ¢ anri.
— M.: Mup, 1990. - 378 c.

®orenp ®@., Motynscku A. I'eneruka yenoBeka: B 3-x 1. T. 3 / Ilep. ¢ anrm.
— M.: Mup, 1990. — 366 c.

®dykysma ®. Hame moctyenoBeueckoe Oyaymiee: [locneacTBusi OMoTeXHO-
noruueckoit pesostonuu / Ilep. ¢ aurn. — M.: UznarensctBo ACT — Jlrokc, 2004. —
349 c.

A.B. Yemepuc, B.A. BaxutoB. HoBas crapas JIHK. — Vda: Ubul' YHI]
PAH, 2002. — 80 c. —
http://d.theupload.info/down/wdvofh3divzlpgfegdtcd19¢757x7m2u/chemeris a v
__vahitov_v_a_novaja_staraja_dnk.pdf

[lTeBuenko B.A., Tonopuuna H.A., CtBonunckas C.C. ['eHeTuka yenoBeka:
VYuebnuk s By3oB. — M.: BJIAJIOC, 2004. — 240 c.

[lIrepn K. OcHoBbl reHetuku uvenoBeka / Ilep. ¢ anrn. — M.: Menununa,

1965.
324



Odpoumcon B.II. I'enernka renmampHocTH. — M.: Taiimekc KO, 2002. —
376 c.

Odpoumcon B.II. [Tenarornueckas renetuka — M.: Taiinekc KO, 2003. —
238 c. http://bio.1september.ru/2000/30/4.htm

Odpoumcon B.II. 'enernka atuku u actetuku. — M.: Taiinekc KO, 2004. —

304 c.

Pa3zom i3 opuriHaJIbHUMH CX€MaMU Ta MAIIOHKAMH Y MIAPYYHUKY BUKOPHC-
TaHO UTIOCTPAaTUBHUN Martepian 13 omyOiikoBaHux kHur. [Ilo0 He 3axapairyBatu
MIJTUCH 0 KOYKHOTO MAJTFOHKA TTOCWJIAHHSAMH Ha JDKEPEIIo, 3 AKOTO BiH 3armo3ude-

HHﬁ, BHCJIOBJIIOEMO IITUDPY BILH‘{HiCTB dBTOpPaM Ta BUJIABHUILITBAM.
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